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0O6ocHoBaHue. bonesHb HumaHHa — lNuKa, TMn A — pegkoe HacefcTBEHHOe 3a601eBaHNe U3 rPybl IM30COMHbIX 60/1€3-
Hel HaKOoMIeHUs], XapaKTepPU3yIoLLEECS PaHHUM Ha4yaaoM U NPorpeaneHTHbIM Te4eHneM. B cBA3M ¢ peJKoCTbio, 6bICTPOMPO-
rpeccupyroLMmM TEYEHUEM, @ TaKKe pPa3pabOoTKOH B NepCrneKTMBe METOA0B NaToreHeTMYEeCKOoM Tepanumu orn1caHue KinHmu4e-
CKMX CJlyqyaeB AaHHOro 3ab6oseBaHUs ABISETCS BaXKHbIM 4151 PaHHEHN AMarHOCTUKU U PEeLLIEeHUs] BOMPOCca O TaKTUKE BeAEHUS
nauueHToB. OnucaHne KIMHUYECKOro cay4das. 3aboseBaHne MaHW®ECTUPOBAIO Ha BTOPOM MECSILIE XKM3HM NalMeHTa
HeAoCTaToO4YHON npubaBKOK Macchl Tesia, YacTbIMU MHEBMOHUSIMM, renatocriieHomeraanen, Aup@y3Hon MbILLEYHOHU rmro-
TOHMEN, 3a[EPXKKOU MOTOPHOIro Pas3BUTUS, MPOrPECCUPYIOLLEn HEBPOIOrMYECKON cumMmnToMaTuKon. pu nabopaTtopHOM
ncenefoBaHMM 06HaPYIKEHO 3HAYUTENIbHOE CHUIKEHME aKTMBHOCTU COUHIOMMEsIMHa3bl B KPOBU. B pe3ynbtate npsiMoro
aBTOMaTUYECKOIro CEeKBEHMPOBaHWs B 3K30He 2 reHa SMPD1 BbisiBneHa aeneums ¢.996del B retepo3nMroTHoOM COCTOSIHUM,
rnpuBoAasLLas K CABUIY paMKu cunTbiBaHusl p.F333Sfs*52 (yHacnenoBaHa oT matepw). B ak3oHe 3 reHa SMPD1 o6Hapy»KeH
paHee onncaHHbIN Kak NaTtoreHHblA HyKneoTuaHbIN BapuaHT ¢.1252C>T B reTepo3nMroTHOM COCTOSIHUM, MPUBOASILLMI K Tep-
MUHaummn TpaHeasumm p.Arg418* (yHacnegoBaH ot otua). pu ncecnegoBaHnu mas3Horo JHa OTMEYEH CUMITOM «BULLHEBOM
KOCTOYKM». Ha 0OCHOBaHUM KIMHWYECKOM KapTUHbI M pe3y/1IbTaToB MOJIEKY/ISIPHO-reHETUYECKOro UCCAeA0BaHNs yCTaHOBIEH
AanarHos «6one3Hb HumaHHa — uka, nn A». 3akmodeHune. O6HapyeHne y pebeHKa B nepBble MECSLbl U3HU 3a[EPKKN
dU3n4ecKoro U MOTOPHOro pasBUTUS, ANGOY3HON MbIlLEYHON TMINOTOHUM, renaTocrnieHoMeraanum, CMMIToOMa «BUILHEBOM
KOCTOYKM» 1pU 0pTabMOIOrM4eCKOM 06C1e40BaHNN, MOPAXKEHUS NIEMKMX, PELMANBUPYIOLIMX MHEBMOHMWM, NPOrpeccupyto-
e HEBPOJIOrMYECKOM CUMNTOMATUKN CBUAETEIbCTBYET O Ha/IMYUK y nauymeHTa 6oi1e3Hmn HumaHHa — nka, tun A. PaHHSS
MOJIEKY/IIPHO-reHeTnYecKas AnarHocTuka 3abo/sieBaHusl BaKHa AJ1 CBOEBPEMEHHOIo OrnpeAeneHns TakTUKN BeAeHUs
rnaumeHTa U MeNKo-reHeTM4eCcKoro KOHCY/IbTMPOBaHUSI €ro CEMbM.

KnioyeBble cnoBa: 60n1e3Hb HumaHHa — [uka, Tmn A, Kucnas cuUHrommennHasa, renatocrieHomerasans, CUMITOM
«BULIHEBOM KOCTOYKM»
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OBOCHOBAHME roMuesnnHasbl, HaKOMIEHUIo CHUHIOMUENNHA B KIETKax

bonesHb HumaHHa — lnka — peakoe 3aboneBaHue
M3 rpynnbl TIM30COMHbIX 60Ne3Hen HakonaeHus. Bnepsble
onucaHo neamvatpom Anb6eptom HumaHHoM B 1914 r.:
y pebeHKa, POAMBLIEroCs B CEMbE €BpPEEB-allKeHasW,
6Gblla BbiiB/leHa renaTocrnjeHomMeranmMsa B COYeTaHuu
C NPOrpeccupyoLLnM NopaXKeHMeM LeHTpabHON HEPBHOW
cuctembl (LUHC), yto npuBeno K netanbHomy wucxoay [1].
Bnocneacteuu Jliogsur MNuk, nposeaa B 1922-1927 rr.
Cepuio NaTtonoroaHaTOMUYECKUX UCCnefoBaHMM nauueH-
TOB, YMepLWMUX B Bo3pacTe Ao 3 feT BCneacTBMe renato-
cnneHomeranuu v Taxenoro nopaxexus LLHC, npegnoxun
BbI1€NUTb HO30/10MMYECKYIO €AMHULY JTMNMOWMAHOKNETOYHas
cnneHomeranus» [2]. B HacTosllee Bpemsa M3BECTHO, YTO
3abosieBaHMe 06YCNOBMIEHO MATOrEeHHbIMW BapuaHTamu
B reHe SMPD1 [3], 4TO NPUBOAMUT K HEAOCTATOYHOCTU CHUH-

60/NbLUIMHCTBA OPraHOB U TKaHeW, BK/OYas MNevyeHb, cene-
3EHKY, NErkue, KOCTHbIN MO3r, rofIOBHOM MO3T. B pe3ynbra-
T€ MPOUCXOAUT HapylleHne PYHKUMOHUPOBaHUSA U Tnbenb
KJIETOK MeYeHU, Celle3eHKH, JIerkux, B psae ciyvyaeB —
HENpPOHOB ronoBHoro mosra [4-6]. feH SMPD1 KapTu-
poBaH Ha KOpPOTKOM ryiedye 11-M XpOMOCOMbI B 06/acTu
11p15.1-p15.4 [5]. Tun HacnegoBaHus 3aboneBaHUA —
ayTOCOMHO-PELLECCUBHBIN [3, 4].

Mo HEKOTOPbLIM OLEHKaM, pacnpoCcTpaHEHHOCTb 6ones-
HW HwumaHHa - [luka coctaBnser 0,4-0,6 caydyas Ha
100 TbiC. HOBOPOXAEHHbIX [7, 8], Yawe — y eBpeeB-
alwkKeHasn [6]. o JaHHbIM MONEKYIAPHO-FEHETUYECKOIO
CKPUHMHIa, YacToTa reTepo3nroTHOro HOCUTEeNIbCTBa MyTa-
umn B reHe SMPD1 cpeau eBpeeB-allKEHa3W COCTaBdA-
eT 1 Ha 80-100 YyenoBeK 31O aTHUYECKOW rpynnbl [9—11].



B 3aBMCMMOCTM OT TAMECTU TEYEHUSI, HATMYUSA Nporpec-
cupyloulero nopaxenus LUHC un Bo3pacta maHudecTaLuu
BblAenaoT cneaytoumne dopmbl 60n1e3HM HuMaHHa — lMNukKa:

e TuUN A (MHbaHTUNBbHAsA HelpoBUcLiepanbHas popmMa ¢ paH-
HMM Ha4vanoMm, 6bICTPbLIM MPOrPECCMPOBAHMUEM U NeTaNb-
HbIM UCX04OM B Bo3pacTe o 3 neT) [12-14];

e TUN A/B (XpoHHYecKas HenpoBucLepanbHas dopma [6, 12],
oTiMyaeTca 6onee MeaSieHHbIM MPOrpeccupoBaHMEM
HEBPOOrMYECKUIM CUMNTOMATUKK, Yem npu Tune A [12]);

e Tun B (XpoHMuyecKas BucLepanbHaa Gopma, NpoTeKato-
was 6e3 nopaxenusa LUHC) [14].

OCHOBHbIE KIMHUYECKME NMposBieHns 60n1e3HN HuMaHHa —
Muka, TMn A [12, 13]: maHndecTauma 3aboneBaH1s B NepsBble
MeCALbl XWU3HW, 3afleprKa GU3NYECKOro PasBUTHS, TPYAHOCTH
C KOpM/IeHWEM, Auapes, pBOoTa, MKTEPUYHOCTb CKIIEP, KOXMU,
WMHOrJa — KCaHTOMbI, 4YacTble pecrnupaTopHble WHOEKLMK,
anodody3sHble MHOUNLTPATLI B NIEFKUX, NPU NPOrpeccMpoBaHmm
HEBPOJIOrMYECKON CMMMNTOMATUKM — acnupaumMOHHble MHEB-
MOHWK, GOMbLLION BLICTYNAOLWMIA KMUBOT, renatocnieHomera-
s, GMbpo3 nedveHn, noprtanbHas rUMNEpPTEH3KUs, XofecTas,
CMMMTOM «BWULWHEBOW KOCTOYKW» MpPU ODTanbMONOrMYECKOM
o6cnegoBaHmm, Addy3Haa MblleyHas rTMNoTOHUS, MbllLeYHas
cnabocCTb, Nporpeccupytolas HeBpoornyeckas CMMNToMaTu-
Ka, numdageHonatus. Mpun nabopaTopHOM UcCneaoBaHnm —
MUKpPOLIMTapHas aHemMus, rmnepounnmpyouHemMus, noBbleHne
aKTUBHOCTWU MeYeHOYHbIX TpaHCaMuHas, avcannuaemus. Mpu
OMOMNCUN KOCTHOIO MO3ra — «MEeHUCTbIE KINETKW». [InarHoCTUKa
6onesHn HumaHHa — lMuKa, TMN A BKIKOYaeT B cebs onpeae-
NeHne aKTMBHOCTU COUHIOMUENMHA3bI B BbICYLUEHHbIX MATHAX
KpoBu. B cnydae 3a6oneBaHnst GUKCUPYIOTCA PE3KOE CHUMKE-
HWE WM OTCYTCTBME aKTUBHOCTM 3TOro depmeHTa [4, 8, 14].
[ns noATBEPXKAEHMS AMarHo3a NnoKa3aHo MONEKYNAPHO-reHe-
TM4yecKoe o6cnefoBaHWEe C LENblo BbISIBNEHUS MATOMEHHbIX
BapuaHToB B reHe SMPD1 [4, 8,14].

B cBSI3n C peaKocTbio AaHHOro 3aboneBaHus, ObICTPbIM
nporpeccupoBaHNEM U BapuabenbHOCTbIO KITMHUYECKON CUMIT-
TOMaTUKHK, @ TaKXKe BaXHOCTbio AnddepeHLMMpoBaHUs TUNOB
3a60n1eBaHUs 1 pa3paboTKom aGDEKTUBHBIX METOL0B NaToreHe-
TUYecKom Tepanuun ang deHotunos A/B n B onucaHue nauymeH-
TOB ¢ 60n1e3Hblo0 HuMaHHa — MNuka, TN A 9BNsSieTcs akTyanbHbIM
NS COBPEMEHHbIX NeanaTpoB, HEBPOJIOrOB, raCTPO3HTEPOSIO-
ros, oGpTasbMOJIOroB, My/IbMOHONOr0OB, rEHETUKOB [4, 14].

KNIUHUYECKUHA NPUMEP

O nauueHTe

Manb4umK, Bo3pacT 5 Mec, NOCTYNUA B KIAMHUKY C XKaso-
6amMu Ha HeYCTOMYUBbIN CTY, NMIOXYt0 NpubaBKy Macchl Tena,
yBenmMyeHne pa3mepoB KMBOTA, 3a[ePKKy MOTOPHOro pas-
BUTKUS, BANOCTb, HUCTArM cnesa.

AHaMHe3 60/1e3HU

C [OBYX MECSILEB YM3HM y NauMeHTa OTMeYeHa Heao-
cTaTo4yHas npuvbaBKa Macchl Tena, B CBA3WM C YeM OH 6bin
nepeBeleH Ha WCKYCCTBEHHOE BCKapmauBaHue. B BO3-
pacte 2,5 mec pe6eHOK NMOBTOPHO OCMOTPEH HEBPOJIOrOM,
KOTOPbIM OTMETUN nosiBNneHne aAndpady3HoOn MbllEYHOM FUMNo-
TOHMU. B 3TOM Xe BO3pacTe NauMeHT MepeHec OCTpbIn
OBCTPYKTUBHbBIN GPOHXMT, OCTPbIM ABYCTOPOHHWIK calb-
NMUHIOOTKT, B BO3pacTe 3 Mec — OCTPYyl CerMeHTapHylo
NPaBOCTOPOHHIOK BHEBGONbHUYHYIO MNHEBMOHMIO. [lanee
y pebeHKa oTMeYanacb 3ajepKKa MOTOPHOro pasBuUTUS —
B BO3pacTe 4 MeC Hayan HeyBEepeHHO [AepaTb rooBY.
B Bo3pacte 4,5 mec npu NpoBefeHUU HeEWpOCOoHorpadum
[MarHoCTUPOBaHbl BEHTPUKYyNoAUNaTauus GOKOBbIX Meny-
[I04KOB, pacluMpeHne cybapaxHouaanbHbIX MPOCTPAHCTB,
6onblle cnpaBa. Torga e neauartp ob6paTni BHUMaHUE Ha
yBENMYEHNE Pa3MEPOB MEYEHU U cene3eHKU. NpoBeaeHo
ynbTpa3BykoBoe wuccneposaHue (Y3W) opraHoB OptolHON
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Niemann-Pick Disease, Type A: Clinical Case

of 5 Months Old Patient

Background. Niemann-Pick disease, type A is a rare hereditary disease from the group of lysosomal storage diseases, it is characterized
by early onset and progressive course. Description of this disease’s clinical cases is crucial for early diagnosis and adequate
management due to its rarity, rapid progression, and the development of new pathogenetic therapy methods. Clinical case description.
The disease manifested on the second month of the patient’s life with poor weight gain, frequent pneumonia, hepatosplenomegaly,
diffuse muscular hypotonia, delayed motor development, and progressive neurological symptoms. Laboratory testing has revealed
significant decrease in sphingomyelinase activity in blood. The heterozygous deletion ¢.996del in exon 2 of the SMPD1 gene has been
revealed via direct automatic sequencing; it leads to frameshifting p.F333Sfs*52 (inherited from mother). Moreover, the previously
described pathogenic nucleotide variant ¢.1252C>T (heterozygous) has been revealed in exon 3 of the SMPD1 gene; it leads to
translation arrest p.Arg418* (inherited from father). Cherry-red spots were diagnosed at fundospcopy. The diagnosis of Niemann-Pick
disease, type A was established according to clinical signs and molecular genetic testing results. Conclusion. The detection of physical
and motor development delay, diffuse muscular hypotonia, hepatosplenomegaly, cherry-red spots at ophthalmological examination,
lung involvement, recurrent pneumonia, and progressive neurological symptoms in a child during the first months of life indicates that
this patient has Niemann-Pick disease, type A. Early molecular genetic testing is crucial for timely choosing the management approach
and further genetic counselling of the family.
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Clinical Observation
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KnuHunyeckKoe Ha6noaeHue

MOMIOCTU — BbIABNEHbI 9XO-NPU3HAKKU renatoMeranmu, yme-
PEHHOrO MOBLIWEHWUS 3XOTEHHOCTU MapeHXUMbl MEYeH!,
yBeSIMYeHne pasMepoB ceNneseHKkn, AndbodysHble 3MeHeHUs
NOMKENYNO4YHOW }enesbl. PE6EHOK HanpaBneH 41 rocnu-
Tanuaauuu B beaepasnbHblii NneguaTpuyecknin LIeHTp.

AHaMHe3 YXU3HU

PebeHOK OT TpeTben 6epemMeHHOCTV (nepBas 3aBepLuu-
flacb pPOXKAeHuem 340POBOro ManbyuKa, B HacToslee Bpems
BO3pacT 16 net, BTOpas — 3amMepluas Ha Cpoke 8 Hea), npo-
TeKaBLUeW C yrpo30m NpepbiBaHUS Ha BCEM MPOTAXKEHUNU. Poabl
BTOpble, CaMOCTOsITENbHbIE B CPOK. Macca Tena pebeHKa npwu
poxaeHun — 3050 r, gnnMHa Tena — 52 cMm, OLEeHKa Nno WKane
APGAR — 8/9 6annoB. B nepunofg co 2-X CyT XU3HKM Ao 1 MecC
oTMeYanacb GU3nonorMiyecKkas Xentyxa, B CBs3u ¢ 4eM pebe-
HOK nonlyqan npenaparbl ypCoAe30KCMX0EBON KUCIOTbI B BO3-
pacTHOM JO3MPOBKE. Ha 21-e CyT *KM3HK Bbln KOHCYBTUPOBaH
HEBPOJSIOroM, YCTaHOBMEH auarHo3: «CMHAPOM BereTo-BucLie-
panbHbIX AUCOYHKUMI, MbllEYHAA OMUCTOHMS C TEHAEHUMen
K rMNepToHycCy, TpeMop Noa60poaKa U KOHEYHOCTEW».

HacneacrBeHHbIN aHaMHe3

Mo gaHHbIM CEMEWHOro aHaMHesa, poauTenu pebeHka
3[10POBbl, B KPOBHOM POACTBE HE COCTOAT, C/ly4aeB aHanormny-
Horo 3abofnieBaHus 40 POXKAEHMS AaHHOIO pebeHKa B ceMbe
He 3aperncTpuMpoBaHO (BMOCNEACTBMM Y Mnaflen cecTpbl
npo6aHaa AMarHoCTMPOBAHO aHanorMyHoe 3aboneBaHue).

®dusuKanbHaga gMarHocTuKa

MauneHT, Bo3pacT — 5 mec, macca Tena — 6480 r
(10-25-# nepueHTUAK), ANUHa Tena — 66 cM (75-90-1 nep-
LEHTWUIIN), OKPYXKHOCTb ronoBbl — 44,5 cm (90-97-1 nepueH-
TUN), OKPYXKHOCTb rpyan — 39,5 cm (3—10-1 nepueHTUnu),
60bWOoW poaHNYoK — 2,5 X 2,5 cm. MaKpouedanus, rpy-

60oBaTble YepTbl NMLA, BbICOKMI BbICTyNaloLWMK 106, ryctble
6pPOBMU, AIMHHbIE PECHULbI, LUMPOKOE 3anaBluee NepeHoche,
B3AEPHYTbIH HOC, MOMHble Try6bl, HWU3KOPACMOJOXKEHHbIE
ylwHble pakoBWHbI (puc. 1). OrpaHuMyeHune MNOLBMIKHOCTH
KONleHHbIX cycTaBoB. [Auddy3Has MbilleyHas rUMMNOTOHUS,
rMnoTpoduma MbllL, KOHEeYHocTel. [0N0BY AEPHKWUT HeyBe-
PEHHO, He Mofi3aeT, Npu BEPTUKaNM3aLuu onopa Ha Horwm
cnabas. 3a npeagMetTaMu cneauT, 0OTMeYaeTcs orpaHuvyeHue
[OBWXXEHUS TNasHbiX A6/10K KHapy»Ku, BBEPX, BHU3, MEPUOAN-
YECKM — TOPU30HTa/bHbIA MENKOPa3MallUCTbIM HUCTarm
B KpawHUX OTBeAeHusax. Ha ocmoTp pearnpoBan C WHTe-
pecom, ynbli6ancs, rynua, nepeknagbiBan M 3axBaTbiBai
UrPYLWKK. B nerkux aoixaHue »ectkoe. HactoTa gbIxaTeNbHbIX
oBuxkenun (H44) — 30/MuH, YacToTa cepAeydHbIX COKpalle-
HUIN — 125 ya./muH. MeyeHb — +3 cM OT Kpas pebepHom
[yru, ceneseHka — +2 cM.

YuutblBaa umetolmMecs AaHHble, AuddepeHumanbHyo
[WarHoCTUKY cnegyeT MNpPoOBOAUTb MeXay JIM30COMHbIMU
601€e3HAMM HaKOMNEHUS, APYTMMU HacneaCcTBEHHbIMU 3a60-
NIeBaHUAMU U3 TPYNMbl HacNeACTBEHHbIX 60n1e3Hen obMeHa
BeLeCTB, HeAOCTaTOYHOCTbO anbda-1-aHTUTPUNCHUHA, ayTo-
UMMYHHbIMW 3a60/IeBaHUSIMWU MEYEHU, renatuTtaMmu BUPYC-
HOWM 3TUONOTUN.

JlaGopaTopHoe o6cnegoBaHue

Mpn GUOXMMUYECKOM aHaNn3e KPoBM Yy NaumeHTa BbisiB-
NIEHO 3Ha4yuTeNbHOE MOBbIWEHWE AKTMBHOCTU MEYEHOYHbIX
TpaHcaMuHa3s, ramma-raoTaMmuaTpaHcnenTuaassl, Lienoy-
HoW docdaTtasbl, nakraTaernaporeHasbl, KOHLeHTpauuu
XonectepvHa u TpurnnuepuaoB. KoHUEHTpauusa roKo3bl,
NaKTtaTa, anbda-1-aHTUTPUNCUHA B KPOBKM Gbinn B Npeaenax
HOPMasnbHbIX 3Ha4YeHuW. Mo JaHHbIM 06LLEro aHann3a KpoBm
OTMeYancs yMEepeHHO BbIPaXKEHHbIN NENKOLMTO3; aHemus
M TPOMOOLMTONEHMS HE BbISIB/IEHbI (Tabn. 1).

Puc. 1. deHoT1n naumeHTa ¢ 6one3Hblo HumarnHa — lMNMuka, Tmn A B pa3dHom Bo3pacTe: A — 1-9 Hefl »n3Hu; b — Bo3pacT 4 mec; B — Bo3pact

1 roa 8 mec

Fig. 1. Phenotype of the patient with Niemann-Pick disease, type A at early age: A — 1st week of life; b — 4 months old; B — 1 year

8 months old
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MNcTo4HMK: dpoTorpadmmn 3 ceMenHoro apxmea (NpefocTaBfieHbl PoAUTENeM nauueHTa).

Source: family archive photos (provided by patient’s parent).



UHCcTpyMeHTaNbHbIEe UcCnefoBaHUSA

Mpn npoBeaeHun 33 cHa B nepegHeUeHTPanbHbIX
W nepefHEeBUCOYHbIX OTAeNax PerncTpupyroTcs nonndasHble
OCTpble TeTa-noTeHL1abl, eAMHUYHbIE, B BUAE HEYETKO CTPYK-
TYPUMPOBAaHHbIX KOMIJIEKCOB «OCTpasi-Mea/ieHHas BOJIHa».
B ueHTpanbHO-CpeHEBUCOYHbIX OTAENax cneBa — ycuneHue
MEAJIEHHO BOJIHOBOM aKTMBHOCTWU. [pU3HaKW OUCHYHKLMK
KOPKOBO-MOAKOPKOBbLIX B3aumoaencTsumn. lNpu3Haku auc-
OYHKLMN KOPKOBO-MOAKOPKOBLIX CTPYKTYP. TUMWYHOM 3nu-
nenTMdOpPMHOM aKTMBHOCTU HEe 3aperMcTpmpoBaHo.

Mo gaHHbIM HerpocoHorpapum — MPU3HAKN BEHTPUKY-
JNIOMeranunu, paclinpeHns cydbapaxHonaaabHbIX MPOCTPAHCTB
N MEXNONYyLWapHOW LLeu.

Mo paHHbIM Y3U opraHoB 6pIoLLIHOM M0I0CTU U MOYEK —
axorpadpuyeckme MpuU3HaKuM renaTocrnieHoMeranmm, avo-
$y3HOro NapeHxnMmMaTo3HOro npoLecca B NevYeHu, ysenuye-
HUS pa3MepoB 06enNX MoYeK.

PesynbTaTbl TpaH3MEHTHOM anacTorpapum ne4yeHn CBU-
fetenbcTBoBanuM 06 ymepeHHOM Gub6po3e neyvyeHu (cTa-
ava F2 no wkane METAVIR).

MMpu npoBefeHuUn axokapauorpapuu naToorMyecKnx
U3MEHEHWIN He BbISIBNEHO.

Ha peHTreHorpammax KOMEHHbIX CYyCTaBOB B MNPSMOM
1 GOKOBOW NPOEKLUMAX KOJIEHHbIE CyCTaBbl CUMMETPUYHO pac-
NoNoXeHbl, Gopma 6anKe K BepeTeHo06pa3HON, OKpyKalo-
lMe MSArkMe TKaHW HECKO/bKO YMJIOTHEHbI. [Tpo3pavyHocTb
KOCTHbIX CTPYKTYp HE3HauyuTeslbHO MNOBbIWEHa, OTMeYaeTcs
pacwupeHne metadm3oB 6edpeHHbIX M 60/bliebepLIOBbIX
KOCTeN C HeBONbLION HEPOBHOCTbID KOHTYPOB. KOHTypbI
CYCTaBHbIX MOBEPXHOCTEN YEeTKUe, MecTamu HepoBHble 3a
CYeT 30H pocTa. 3aKNlo4eHue: PEeHTreHOoNorMYeckne npwm-
3HaKW MOTyT COOTBETCTBOBATb MUHMMAJIbHbIM MPOABIEHUAM
PaxXMTUYECKUX UBMEHEHUN.

MauMeHT KOHCYNbTUPOBAH OTONIAPWMHIOIOrOM, AMArHoc-
TUPOBaH [BYCTOPOHHUM 3KCCYAATUBHbIN OTWUT, BpPa4voOM-
racTPO3HTEPOSIOrOM, HEBPOJIOFOM, 3anoo3peHo 3abonesa-
HWe M3 rpynnbl HacneACcTBEHHbIX 601e3He o06MeHa BELLECTB.

PebeHKy npoBefeHa KOHCy/NbTauusa Bpaya-reHeTuka,
anddepeHumManbHas AMarHoCTMKa npoBoaunacb B rpynne

Ta6nuua 1. Pe3ynstathl NabopaTopHbIX MCCeaoBaHMi NaLmeHTa
¢ 60ne3Hbio HUMaHHa — lMNuka, TMn A B Bo3pacTte 5 mec

Table 1. Laboratory results of the patient with Niemann-Pick
disease, type A at the age of 5 months

AnaHnMHamuHoTpaHcdhepasa, Ea/n 158 5-40
AcnapTtaTamuHoTpaHcdepasa, Ea/n 196 5-42
famma-rnyramuntpaHcdepasa, Ea/n 70 3-30
LLlenoyHas dpocdartasza, Ea/n 545 50-350
NaKktatgervaporeHasa, Ea/n 261 91-225
KpeaTtuHuH, MKMOnb/N 15 18-35
Tpurnmuepuabl, MMOsb/N 2,37 0,34-1,60
XonectepuH, MMOsb/n 55 1,8-4,5
Anbda-1-aHTUTPUNCKUH, Mr/an 189 78-200
JlakTaTt, MMOosb/n 1,8 0,5-2,2
[noKo3a, MMonb/n 5,4 3,3-55
Kanbuwmit, Mmonb/n 2,55 2,25-2,75
NenkounTsl, X10°/n 17,6 6,6-11,6
SpuTpoumThl, X1012/n 4.4 3,1-4,6
[emorno6wuH, r/n 121 110-135
Tpom6oLmThI, X10%/n 270 229-494

JIN30COMHbIX 60ne3Her HaKonneHus: 6one3Hb HumaHHa —
Muka, Tvn A (?), GM1-ranrnmo3ungos (?).

Bo Bpemsa gaHHOM rocnuvtanusauuu y nauneHTta nos-
BUAUCb Kallenb, OAblWKa C y4acTUeM BCMOMOraTe/nbHOM
MycKynatypbl 4o 60—70 B MUHyTY. [pn ocMoOTpe: AbixaHue
YeCTKoe, ocnabneHHoe Mo nepeaHen NoBEPXHOCTU crnpaBa
B BEPXHUX OTAENaX, BiaXKHble XpUNbl ¢ 06enx CTOPOH, cne-
Ba KpenuTauus. Mpu peHTreHorpaduun opraHoB rpyaHoOm
K/IETKM B NPAMOM M NpaBon GOKOBOW MPOEKLUAX Onpe-
fenseTcss HEeroMOreHHbl y4aCTOK CHMXEeHUs MHeBMaTu-
3aLMN BbICOKOWN MHTEHCUBHOCTU C HEYETKMMU KOHTypamu
B BEPXHEW gone (B npoeKunn S1) n NpuKOpPHEBLIX OTAENax
(B mpoekuun S3) npaBoro nerkoro (puc. 2). JleroyHbin

Puc. 2. PeHTreHorpadus opraHoB rpyfHOM KIEeTKM nauueHTa ¢ 6one3Hbio HumaHHa — lNMuka, Tvn A, Bo3pacT 5 mec
Fig. 2. Chest X-ray of the patient with Niemann-Pick disease, type A at the age of 5 months

MpumeyaHune. CTpenKaMm OTMEYEH HEFOMOTEHHbIW Y4aCTOK CHUXEHWSI MHEBMATU3aL/MK BbICOKON MHTEHCMBHOCTU C HEYETKMMU KOHTYpamu
B MPUKOPHEBbLIX OTAENaxX (B NPoeKLunmM S3 — puc. cnesa) v BepxHew aone (B NpoeKumn S1 — puc. cnpaBa) MpaBoro Jerkoro.
McToYHMK: doTorpadun n3 ceMenHoro apxmea (MpefocTaBieHbl POAUTENEM NaLMEHTa).

Note. The arrows indicate a non-homogeneous area of decreased pneumatization of high-intensity with ill-defined margins in parahilar areas

(S3 on the left) and the upper lobe (S1 on the right) of the right lung.
Source: family archive photos (provided by patient’s parent).
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PUCYHOK fedOopMUpOBaH, yCUNEH MO COCYAUCTO-UHTEPCTH-
LManbHOMY TMNY (MBMEHeHUs 6onee BblpaxeHHbl cnpaBsa).
MHeBMaTM3aLunsa NeBoro Nerkoro coxpaHeHa. KopHu ner-
KWUX: cnpaBa He CTPYKTypeH, pacliupeH, YyrnaoTHEeH, creBa
CTPYKTYPHOCTb COXpaHeHa, NPUKPLIT TeHblo cepaua. TeHb
CpeaocTeHMs M cepila HEeCKONIbKO CMelleHa BfieBO 3a
CYeT yKNafKK1, KOHTYpbl YeTkue. Cepaue okpyrnon dbopmsl,
B pa3Mmepax He yBenun4yeHo. Kynonbl gvadparmbl poB-
Hble, YeTKMe, YNOLWEHbl B laTepanbHbiX otaenax. CUHycChl
anddepeHumpytotes. Pebpa MMeloT ropu30HTallbHbIN XO[.
3aKn4yeHne: peHTreHoslorMyeckas KapTvHa WHOUNb-
TpaTUBHbIX U3BMEHEHWIM MPaBOro fsierkoro. Ha ocHoBaHuu
JaHHbIX KIMHWYECKOW KapTUHbl U peHTreHorpadu4ecKoro
nccnefoBaHus nNauMeHTy yCTaHOBNEH AnarHo3 «npaBoCcTo-
POHHAS BepxHegosieBas (acnupaunoHHas) MHEBMOHUS».
[MauMeHT KOHCYNbTMPOBaAH My/1bMOHOJIONOM, Ha3HayeHa
aHTMbaKTepuanbHas Tepanus.

MeTofoM TaHAEMHOW MacC-CNEKTPOMETPUM NPOBELEHO
nccnegoBaHMe aMWMHOKUCAOT W auUMIKAPHTTMHOB OpraHu-
YECKMX KMCNOT KPOBM, MO [AaHHbIM KOTOPOro [AaHHbIX 3a
amMuHoaunaonaTtMn, opraHM4yecKkue auuaypun u aedekThbl
MWUTOXOHAPUANbHOro 6€Ta-OKUCIEHNS HE BbISIBNIEHO.

[MpoBeaeHa 3H3UMMOAMArHOCTMKA JIM30COMHbIX 60nes-
HeW HaKonneHuss — aKTUMBHOCTb 6eTa-D-ranakro3mpassbl,
6eTa-D-rnioko3naasbl, reKco3aMmnHMaasbl TOTalbHOW, A0S
(B mpougeHTax) rekcosammHuaasbl dpakuum A, XMToTpUasu-
nasbl 6blna B npegenax pedepeHCHbIXx 3HavYeHWn. McKhto-
YeHbl guarHosbl «6onesHb [owe», «GM1-raHrMMo3naos»,
«GM2-raHrn1o3naos». Y nauneHTa BblSBIEHO Pe3Koe CHUKe-
HUEe aKTMBHOCTU COUHIOMMENUHA3BI B IENKOLIUTAX KPOBU —
0,02 HM/mr /4 (Hopma 0,56-3,24 HM/mr/4). 3anogo3peHa
60one3Hb HumaHHa — lMuka, TmMn A.

Puc. 3. CuMNTOM «BULLIHEBOW KOCTOYKMW» U U3BUTOCTb COCYA0B
CeT4aTKM y naumeHTa ¢ 6one3Hbio HumaHHa — Muka, Tun A

Fig. 3. Cherry-red spot and angulated retinal vessels in the patient
with Niemann-Pick disease, type A

lMpumeyaHune. CTpenKon oTMeYeHbl TEMHO-KpacHas LieHTpanbHas
SAIMKa ceT4YaTKu (CUMNTOM «BULIHEBOW KOCTOYKW») U U3BUTOCTb
COCY/I0B CETHaTKK, BbIBEHHbIE MPU 0PTaNbMOCKOMUYECKOM
06cnefoBaHun.

McTovHMK: dpoTorpadun n3 ceMermHoro apxmsa (NpeaocTaBneHbl
poauTenem nauueHTa).

Note. The arrow indicates dark red central fovea on retina (cherry-
red spot) and angulated retinal vessels revealed at ophthalmoscopic
examination.

Source: family archive photos (provided by patient’s parent).

MpeaBapuTeNbHbIA AUArHo3

YyuTbiBas AaHHblE KIMHUYECKOW KapTUHbI WM [daHHble
NabopaTopHbIX U MHCTPYMEHTASbHbIX MCCeaoBaHWM, anar-
HO3: «6one3Hb HumaHHa-lMNuka, Tmn A (?)».

PekomeHAoOBaHO NpoBeAeHWE MONEKYNSAPHO-TEHETU-
yecKoro o6cnegoBaHusa. MeTogom NpsiMoro aBToMaTuye-
CKOro CEeKBEeHMpPOoBaHUA Obln UCCNefoBaHbl BCE KOAUPY-
lOLLME IK30HbI U NpuUeratoLline K HUM MHTPOHHbIE 06nacTu
reHa SMPD1 KaK y nauueHTa, Tak U y ero poautenemn.
B ak30He 2 reHa SMPD1 BbisBneHa pgeneuus c.996del
B reTepo3MroTHOM COCTOSIHWM, MPUBOASLLAS K CABUTY paM-
KW cynTbiBaHusA p.F333Sfs*52 (yHacnegoBaHa OT maTe-
pu). deneuusa onucaHa paHee y nauuMeHToB C 6ones-
Hbto HumaHHa — [uka, Tvn A [15]. B 3Kk30He 3 reHa
SMPD1 o6HapyxeH paHee OMUCaHHbIM KakK naToreHHbIn
HYKNEeoTUAHbIN BapuaHT ¢.1252C>T B retepo3nrotHOM
COCTOSIHMM, MNPUBOASAWMN K TepMMUHaLUMK TpaHCAauuuU
p.Arg418* (yHacnegoBaH OT oTtua). JaHHbIW HyKNeoTua-
Hbl BapuaHT paHee OnucaH y NauMeHToB C 60NEe3HbI0
HumaHHa — MMwuKa, Tvn A [16]. MeTogoM npsMoro aBTo-
MaTU4yeCKOro CeKBEeHUPOBaHWA MPOBELEHO MONEKynap-
HO-reHeTu4yeckoe obcnenoBaHue poauTenen npobaHaa:
y OTua BbISIBJIEH HYKNEOTUAHbIM BapuaHT ¢.1252C>T
(p.Arg418%*) B reTepo3UroTHOM COCTOSAHUU B reHe SMPD1,
y matepu — peneuusa c.996del (p.F333Sfs*52) B rete-
PO3UrOTHOM COCTOSIHMM B reHe SMPD1. B coOTBETCTBUMU
C AaHHbIMUW KIIMHUYECKOM KapTUHbI U pe3ynbTaTamu mose-
KyNsipHO-reHeTUYeCcKoro o6cneaoBaHWs MauMeHTy ycTa-
HOBNeH AuarHo3: «bone3Hb HumaHHa - [luKa, TvMN A.
Tun HacnegoBaHMS — ayTOCOMHO-PELECCUBHbIN».

Mpn odTanbmonornyeckom ob6cregoBaHUKM, MpoBe-
[EHHOM B CBfiI3W C YCTaHOBMIEHHbIM AMArHO30M 60Ne3HU
HumaHHa — lNuKa, TN A, Ha rMas3HoM AHe nauueHTa BblifB-
JIEH CUMMNTOM «BULIHEBOM KOCTOYKW» (pUC. 3).

AnHamuKa u ncxopbl

B TeueHne ¥u3HU pebeHoK 6Gonee 10 pa3 npoxoaun
CTaLlMOHApPHOE NleYeHWe B CBSA3W C OCTPbIMU GPOHXUTaMM,
KaTapasbHbIMWU OTUTAMM, MHEBMOHWAMM PA3/IMHHON CTEMEHM
TSXKECTW. Y MauMeHTa nporpeccupoBana HEBPOSOrMYecKas
cMMNTOMaTUKa: oTMeYanucb Anddy3Has MbllleyHas rmnoTo-
HUS, MbllLEeYHas cnabocTb, N0 Mepe NPorpeccMpoBaHms 3abo-
nesaHus GOPMMPOBANUCH KOHTPAKTYPbI TOKTEBbIX, KONEHHBIX,
rONIEHOCTOMHbIX CYCTaBOB, HaAbfAepHbi odTanbmonapes,
CYLOPOXKHbIN CUHAPOM, NceBLOBYNb6aPHbIA CUHAPOM.

B Bo3pacTte 2,5 net pebeHoK npoxoann obcnenoBaHue
W NeYeHune B cTallMoHape No MeCTy XKUTENIbCTBA C IMarHo30M:
«[IBYCTOPOHHSAS MHEBMOHMUSA, BTOPWUYHbIN remadarounp-
TapHbIA CMHAPOM, CMHAPOM CMELWAHHOro amHo3, NnceBAao-
Oynb6apHbIN CMHAPOM, TeTpanapes, 6e/IKOBO-3HEepPreTu-
yecKas HeJoCTaTO4YHOCTb, MHEBMOCKNEPO3». Y nauueHTta
OTMeYeHa Bblpa)KeHHas renaTocnaieHoMeranuns: ne4yeHb —
+11-12 cm OT Kpas pebepHOW Ayrn no npaBoW cpefHe-
KMIOYUYHOM NIMHWUK, MIOTHAs Ha Ollynb, Kpan 3a0CTPEH,
ceneseHka — +15-17 cM, HUXKHWUIK Kpal NpaKTUYECKU Ha
YpOBHE Kpbliia NOAB3AOWHON KOCTU, MAOTHbLIN, 3a0CTPEH.
Mo paHHbIM peHTreHorpadwn OpraHoB TPYAHON KNETKM
onpeaeneHo CHWXXeHWe MnHeBmMaTu3auun Nerkux, bonee
BblpaX€HHOE BO BHYTPEHHWX OTAEeNax, 0COO6EHHO crnpaBga,
Ha GOHe Pe3KOro oTeKka Nero4yHon TKaHw. NpaBbli KOHTYP
cepaeyvyHor TEHU HevyeTKun. PeGeHOK nonyvan cumntomMa-
TUYecKyt Tepanwuio. lNpu npoBeaeHun peHTreHorpadum
B AMHamuKe (4epe3 10 cyT) OTMEYEHO yBENMYEHUE MHEB-



MaTU3aLnKn NeroYyHom TKaHW, paspelleHne oTeKa ero4Hom
TKaHW M BMECTe C TEM COXpPaHeHMWe BblpaxeHHbIX N3MeHe-
HWUI CTPYKTYPbI 1EFOYHOIO PUCYHKA, a TaKXe MHOXECTBEH-
HbIX 04aroBbIX TEHEN HEBbLICOKOW CTENEHW MIOTHOCTH, YTO
MOXHO pacLeHnBaTb KaK NPOABAEHUA OCHOBHOIo 3abone-
BaHus. B BepxHem nero4yHom none cnpaBa 3admMKCUPOBaH
CTOMKMM Yy4aCTOK CHWMXEHUS MHeBMaTU3aluKn, KOTOPbIN
OblN pacLEeHeH KaK y4aCcToOK MHEBMOCKepo3a. 1o gaHHbIM
na6opaTopHbIX MCCNeaoBaHUI NaLMeHTa BO BpeMS rocCmnu-
Tanus3aumm B 2,5 roga BbISIBAEHO YBE/IMYEHWE aNaHWH-
amMuHoTpaHcdepasbl, acnaptataMuMHoTpaHchepasbl, ram-
Ma-rnyTamuntpaHcoepasbl, TPUIMMLEPUAOB, XONECTEPUHA,
aMMOHMUS, remornobuHa, TPOMOOLMTOB B KPOBU, a TaKKe
CHUMEHWE KOHLEHTPaLUMKN KpeaTuHUHa (Tabn. 2).

B Bo3pacte 3 neT B pesynbrate AeKoMneHcauuu (No gaH-
HbIM MEAMULIMHCKON OKYMEHTaLIMK) NEero4HO-CepaeHHON Heao-
CTaTO4HOCTM, BO3HUKLLIEN KaK OCMIOXHEHWE OCHOBHOMO 3a60-
neBaHus, 3aPpUKCMPOBAHO HaCTyMeHMe NeTanbHOro Ucxoaa.

BpemeHHas wKana
XpoHonorus pasBuTua 60ne3Hn HumanHa — [luKa,
TMN Ay NauuneHTa npeactaB/ieHa Ha puc. 4.

OBCYXAEHUE

bonesHb HumaHHa - lMuKa, TMN A — peaKkoe Hacnea-
CTBEHHOe 3abo/sieBaHWe C MPOrpeccupylownum TevyeHuem
W paHHMM neTanbHbIM McxoaoM [6, 17]. BaHylo ponb
B AMArHOCTMKe 601e3HU urpaeT cop CEMENHOro aHamHe3a:
Hanuyue feten, ymMeplwux B paHHEM Bo3pacTe OT 3abone-
BaHMM MeYyeHW, COMPOBOKAABLUMXCSH YacTbiMM MHEBMOHMU-
AMW U nporpeccupylowmm nopaxeHnem UHC; npuHagnex-
HOCTb poauTenen K 3THUYECKOW rpynne eBpeeB-allKkeHasun
(1 cny4yan 60ne3HM Ha 40 ThIC. YKMBbIX HOBOPOXAEHHbIX [17]),
a TaKXe MpOoXMBaHME B HEKOTOPbIX pernoHax baurkHero
Boctoka, HOxHon Adpuku u KOKHOM A3uK, rae BbICOKa
yacTtoTa 6/IM3KOPOACTBEHHbIX 6paKkoB [17].

Puc. 4. XpoHonorus pa3sutusa 6one3Hn HumanHa — lNuka, tun A
Fig. 4. Course of Niemann-Pick disease, type A

Ta6nuua 2. Pe3ynbraThl N1abopaTopHbIX UCCNEA0BaHUI NauneHTa
¢ 60one3Hblo HumaHHa — Muka, TMn A B Bo3pacte 2,5 net

Table 2. Laboratory results of the patient with Niemann-Pick
disease, type A at the age of 2.5 years

Mokasartennb 3HavyeHue Hopma
AnaHnMHamuHoTpaHcdhepasa, Ea/n 53 5-40
AcnapTtaTamuHoTpaHcdepasa, Ea/n 85 5-42
lamma-rnytamuntpaHchepasa Ea/n 78 0-35
LLlenoyHas pocdartasza, Ea/n 198 60-400
NaKktatgervaporeHasa, Ea/n 168 0-314
KpeaTuHWH, MKMOsb/N 15,7 35-110
Tpurnmuepuabl, MMOnb/n 3,08 0,4-1,86
XonectepuH, MMOsb/n 4.6 3,7-5,8
AMMOHWI, MKMONb /N 60 <50
[noKo3a, MMonb/n 5,3 3,3-5,5
Nenkouuntsl, X109%/n 51 45-135
ApuTpoLmThl, X102/ 35 3,1-4,6
[emorno6wuH, r/n 101 115-145
Tpom6oLmThI, X10%/n 77 206-369

Bo3pact maHudecTtaumnun 60one3Hn HumanHa — [uKa,
TMn A — nepBble Mecaubl XW3HWU. HayanbHbIMW CUM-
nTomamu 3abofieBaHUsA ABNSIOTCSH HefoCcTaTtoyHas npu-
6aBKa maccbl Tena, renaTtocrnieHomeranus, nporpeccu-
pylolee nopaxeHue neyvyeHu, rnoparkeHue nerkux [6, 17,
18], 4TO 6bII0 CBOMCTBEHHO TaKXe M OMNMCaHHOMY Hamw
nauneHty. B nocnepywowem ang 60n1e3HU XapaKTepHOo
npucoeanHeHue nporpeccupyollerd HeBPOOrMyecKon
cumnTomMaTtuku. Mpu odTanbmonornyeckom obcnenosa-
HWUU BbISBNSAIOTCA CUMMTOM «BULIHEBOW KOCTOYKW», a TaK-
e OT/NIOXKEeHWe NUNMAOB B CeT4yaTKe, YTO BbI3blBaeT ee
nomMyTHeHue, 6enoBatylo okpackKy [19]. B nutepaTtype ecTb
onucaHWe nauuneHTa, y KoToporo 3aboneBaHve maHube-

Onddy3Has MblweyHas
FMNOTOHUS, MblLLIEYHas
€NaboCTb, CHUXEHNEe

[ByCTOPOHHASA
NMHEBMOHWS, BTOPUYHbIN
remodaroynTapHbIv

OcTpas cermeHTapHas
NPaBOCTOPOHHAS MHEBMOHMS

YcTaHOBNEH AnarHo3
«6one3Hb HMMaHHa —

[ABUratenbHOM aKTUBHOCTH,
KOHTPaKTypbl B JIOKTEBbLIX,
KOJIEHHbIX, TOJIEHOCTOMHbIX

CUHAPOM, CUHAPOM
CMeLlaHHOro anHoa,
ncesaobynb6apHbIf

Co 2-x cyT 2 8 4 4.5 515 6 7 mec — 1roa 2
YKU3HU mec Mec mec mec mec mMec 2,5ropa 8 mec roga

Muka, Tvn A» cycTtaBax, orpaHu4yeHue CUHAPOM, TETpanapes,
[BUXEHWUSA rasHbIX A6/10K 6e/IKOBO-3HepreTuyecKas
dusmnonormyeckas KHapyXu, ropu30oHTanbHbIN HeoCTaTO4YHOCTb,
WenTyxa (anuTenbHas) | [enatocnneHomeranus | HUCTarm NHEBMOCK/IEPO3

2,5 3
roga roga

HepocTtatoyHas npubaBKa
macchl, Aubody3Has
MbllUEeYHas rMnoToHuUS,

[paBOCTOPOHHSA BEpXHeoneBas
(acnupaunoHHas)
NHEBMOHUSA (S1-S2)

OBCTPYKTUBHbBIN GPOHXUT

CWHAPOM CMeLLaHHOoro anHoa, JNleTanbHbln
cuMMTOMaTU4ecKas anunencus, nexon
TeTpanapes, HagbsAepPHbIN
odTanbmonapes

3afepKka MOTOPHOIo Pa3BuUTHs,
pe6EHOK HeyBEPEHHO [IePKUT roNoBy,
HUCTarM ¢ POTaToOPHLIM KOMMOHEHTOM

YacTble 6POHXUTbI, OTUTbI, MTHEBMOHMM,
renaTtocrnieHoMeranus, Hu3Kas

npu6aBKa Macchbl Tena
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CTUPOBANo ANUTENbHOW NUXOPAAKON, 3aAepKKon Gpuanye-
CKOro pasBuUTUS, peunanBupyowmMMmn MHOEKLUAMU TErKUX
W XKeNnyao4yHO-KMLWEYHOro TpakTa HadnHasa ¢ 3-Mecsa4yHoro
BO3pacTa, B CBA3KN 4eM pebeHOK HECKOIbKO pas Npoxoauns
cTaunoHapHoe ne4veHue [17]. B gpyrom cnyyae y nauu-
E€HTKM Ha BTOPOM Mecsille XM3HM OTMe4yeHa renartocnse-
HOMeranus, a ¢ 5 Mec — nporpeccupytollas 3agepiKa
pa3Butua [18]. Y o6oux geten [17, 18], KaK U y Halle-
ro nauueHTa, MMenucb GeHOTUNUYEeCKMe OCOOEHHOCTH,
anddysHasa MblleyHas rMNOTOHMSA, CUMMNTOM «BULIHEBOMU
KOCTOYKM» Npu odTanbMockonuun. PaHee Oblno ony6au-
KOBa@HO OMnUcaHue KIWMHUYECKOTO HabniofeHns pPoCCUR-
CKOro nauueHTta ¢ 6one3Hbio HumaHHa — [uka, TMn A,
y KOTOporo 3aboneBaHue mMaHudbecTMpoBasso B BO3pacTe
6,5 mec [19]. Y pebeHKa 6binn BbiiBNEHbI OrpybieHue 4yept
iMua, nerkas TyronoABWXHOCTb KPYMHbIX CyCTaBOB, yBen-
YyeHue nevyeHun u cenesdeHku [19]. K Bospacty 1 roga 1 mec
OTMeYancs perpecc ncMxomMoTOPHbIX HaBbIKOB, MOSIBUINCH
B34parneaHua [19].

Kak cnenyetr 13 nutepaTypHbIX AaHHbIX M OMUCAHHOrO
HaMW KIIMHUMYECKOrO C/lyyast, CNeKTp KIMHUYEeCKUX nposiBe-
HWM Y NauUMeHToB ¢ 601e3Hbi0 HMMaHHa — MNuKa, Tun A umeet
3Ha4YUTENbHYIO BapuabenbHOCTb, U ero n3ydeHue u onucaHue
CNOCOBCTBYIOT paHHEMY YCTAHOBJIEHUIO AMarHo3a AaHHOro
peaKoro 3abosieBaHus, YTO UFPaET BaxKHYyO posb B BblGope
TaKTUKU BeaeHuss u MeTofoB Tepanuu. lNpu atom audde-
peHuManbHaa guarHoctMka 6o0ne3Hn HumaHHa - [luKa,
™ A npoBoauTCa ¢ 60ne3Hbio [owe, 60ne3Hbi0 BonbmaHa
(0eduuUnT NU30COMHON KUCNOM nunasbl), UHPaAHTUIbHbIMU
dopmamn GM1- 1 GM2-raHrMo3na030B8, MyKOIMMNA030M,
™n ll, TAxensiMu dopmamu mykononucaxapuaosos (MIC |,
MMC VIl), ranaktocnmanngo3om, TUpo3uvHemuew, Tun 1,
HeJOCTaTOYHOCTbIO anbda-1-aHTUTPUNCUHE, MYKOBMUCLIMAO-
30M, 60ne3Hblo0 BunbcoHa — KoHoBanoBa, MMKOreHOBOW
60ne3Hbto, TMn IV (6onesHb Nomne, MHbaHTUNbHaA dopma),
BPOMAEHHBIMU HapPyLIEHUAMU TUKO3UnMpoBaHus (tun IL)
[6, 20, 21]. Kpome TOro, HeEO6XOAMMO WCK/IOYUTb ayTo-
MMMYHHbIE renatobunnapHble rnopakeHus, 60JIe3HN neve-
HW BMPYCHOM W MapasvTapHOW 3TUOJSIOTUU, BPOXAEHHbLIN
GUOPO3 neveHu, a TaKKe NOPoOKN Pa3BUTUA COCYLOB CUCTe-
Mbl BOPOTHOW BEHbI, OHKOIOrM4YecKre 3aboneBaHus, remaTto-
flornyeckyto naronoruio [6, 13].

bonesHb HumaHHa — MMuka, TMN A “MeeT GbICTPONpPo-
rPECCUPYIOLUIN XapaKTep TeHeHUS U MPUBOAUT K NeTanbHOMY
ucxody B nepBble rofbl XWM3HW. o AaHHbIM AUTEpaTypbl,
BeAyLMMM NPUYMHAMKU NeTanbHOro UCXoAa ABASIOTCS Ablxa-
TeNbHas HeAOCTaTOYHOCTb, MPOrpeccupyloLllee nopaxkeHue
nedyenun n LUHC [21, 22, 23].

JleyeHne 6one3Hn HumaHHa — [uKa, TMN A BKJOYaeT
B cebd CMMMNTOMaTUMYeCKylo Tepanuio, HanpaBfIEHHYIO Ha
CTabuIn3aLmio CoCToAHUA nauneHTta. B HacTosllee Bpems
pa3paboTaHbl METO/bI NaTOreHETUYECKON Tepanum 601e3HM
HumaHHa — lMvka, Tvn A/B 1 B, nockonbKy pepmeHTo3ame-
CTUTeNbHaa Tepanus He NMPOHMKaeT Yyepel3 remaToaHueda-
NIMYECKn 6apbep, ee NPUMEHEHME OpraHnYeHo Npu Tune A,
COMPOBOXAAOLWNMCS TAXKENbIMU HEBPONOrMYECKUMU Hapy-
lWeHnsAMK. B yacTHOCTH, B iMTepaType ONMCaHO HECKONbKO
c/ly4yaeB TpaHcnaaHTaLumn reMonoaTMYeCKMX CTBOSIOBbIX Kile-
TOK nauueHTam ¢ 6onesHbio HumaHHa — lMuKa, TMn A, ogHa-
KO 3Ta Tepanus He ynyylwaeT U He CTabuansunpyer HeBpoO-
JIorMYyecKkne nposBneHUs O0Ne3HU U MOXKEeT NPUBOAUTL
K TSXKENbIM NMOCTTPaHCMIaHTALNOHHBIM OC/IOHEHUAM [23].
depmMeHTO3amMecTUTENbHAA Tepanus PEeKOMOMHAHTHOM

KUCNon cOUHrommenmHason (onunyaasa anbda) NpumeHs-
eTcs Ang Tepanuvu naumeHToB ¢ 060/e3Hbld HuMaHHa -
Muka, Tvn A/B n B [24]. B KInHWYecKoe wuccnenoBaHue
ASCEND-peds 6b1nv BKIOYEHbI NaLMEHTbI AETCKOro BO3pac-
Ta ¢ TvnomMm A/B 1 B, y KOTOpbIX Ha doHe pepMeHTO3aMecTH-
TENbHOW Tepanuu oTMeyvanacb MNONOXMUTEeNbHas AMHaAMUKA:
3a nepuoj 12 Mec Habnwpanncb yMeHblleHWe pa3mepoB
nevyeHn W cenes3eHKn, HopManu3auusa nokasaTenen pocTa
M Maccbl Tena, [aHHbIX 3nactorpadun neyeHu, AUMUAHOro
npoduns, nokasarenen QYHKUUKU NETKUX, @ TaKKe CHUXKe-
HWEe KOHUEeHTpauun éromapKkepa Lyso-SM, KOTOpbI pe3Ko
NoBbIWAETCS Y NaLUMEHTOB ¢ 60ne3Hbo HumaHHa — [uKa.
BmecTte ¢ TeM Ha ¢oOHe TaKoro fie4eHns y nauueHToB He
BbISIBIEHO KaK yNyylWeHUs, TaK U YXyAWeHUS KOTHUTUBHbIX
GYHKUMIA [24]. MNepcneKTMBHbIM METOA0M JieHeHUss 601e3HU
HumaHHa — lMuka, TMn A aBnseTtca reHHas Tepanus [23, 24].

CeMbsiM, B KOTOPbIX BbIIBNEHbI cly4an 6G0Ne3HU
HumaHHa — [llvka, TMn A, OOMKHO OblTb PEKOMEHAOBAHO
npoBefeHne MeAUKO-TEHETUYECKOro KOHCYNbTMPOBAHUSA
C uenblo MHGOPMUPOBAHUSA CEMbU O BbICOKOM PUCKE POXK-
[eHnsa geTen ¢ 3Ton 60ne3Hbio (25%), a TakKe 0 TaKTUKe
nnaHupoBaHUS NocneaylolWmx AeTopoXKaeHUn. Kpome Toro,
Heob6xoaAMmMO npoBecTn obcnegoBaHMe cubcoB nNpobaHaa
(B TOM yMcne mnaglwmx cectep u 6patbeB), APYrMX POACTBEH-
HWKOB, OCOBEHHO MPW HalM4YMKU POACTBEHHbLIX GPAKOB WM
NPUHAANEKHOCTU K 3THUYECKON rpynne ¢ BbICOKOW pacnpo-
CTpaHeHHOoCTblo 60ne3HnM HumaHHa — Muka, Tvn A [4, 6, 23].

3AKJ/IIOMEHUE

bonesHb HumaHHa - [lluka, TN A — peakoe 3a6o-
NleBaHMe U3 rpynnbl TM30COMHbIX 6ONE3HEN HaKOMNEHUS.
3aboneBaHne MaHUOECTUPYET B MNEpBble MeCHLbl XU3-
HWM MI0XOM NPUGaABKOM Maccbl Tena, renatocnjieHoMmera-
NIMen, nopaxKeHWem pfbixaTeNbHOW cucteMbl, Andody3HOn
MbILEYHOM TUNOTOHUEN, MPOrpPecCUPYIOUM MOopaXeHu-
em UHC. BaHbl OMarHOCTMYECKUM MNpU3HaK 3aboseBa-
HUA — Hanu4Me cUMNToOMa «BULWHEBOW KOCTOYKW», OBHa-
pyxuBaemoro npu odTanbMoSIOrM4EeCKOM 06CefoBaHuUu.
Peunameupyloline NHEBMOHUKN SBNSAIOTCA TAXENbIM, MPOr-
HOCTUYECKN HEebnaronpuATHbIM KIMHUYECKUM MPOSABJIEHU-
eM 3ab0/ieBaHUsA, YTO B COYETaHWW C MPOrPECCUpPYIOLLUM
nopaxexnvem LHC v renatobunvapHoi cuctembl NpUBOAUT
K netanbHOMy wucxony. YCTaHOB/NEHWe AuarHo3a 60nesHu
HumaHHa — luKa, TMN A Ha OCHOBAHWW KIIMHUYECKOW Kap-
TUHbI, 3H3UMOAMArHOCTUKU U [aHHbIX MONEKYNSPHO-reHe-
TMYecKoro obcnefoBaHus NMOMOXET MNpaBUIbHO BblGpaTb
TAKTUKY BeAeHUs 1 Tepanuu nauueHta u npoBectn adpodek-
TUBHOE MEAMKO-TEHETUYECKOE KOHCY/bTUPOBAHWE CEMbMU.
OnddepeHumaumsa mexagy tunamum A, A/B n B 60ne3nu
HumaHHa-TnKa urpaeT Ka4YeByo po/ib B CBOEBPEMEHHOM
Ha3Ha4yeHMM naTtoreHeTU4eCcKon Tepanuu, 41O No3BOJSISeT
YNYHLWWUTb NPOrHO3 U KAYECTBO XM3HWU NaLMEHTOB.

WHOOPMUPOBAHHOE COIIACUE

MonyyeHo noanucaHHOEe 3aKOHHbLIM MpeacTaBuUTENEM
naumeHTa MHGopmMmMpoBaHHOEe AOOGPOBOMbLHOE cornacue Ha
ny6MKaLMIO ONMUCAHUS KITMHUYECKOro cyvas n ¢oTtorpadum
nauueHTa (gata noanucaHusa 14.04.2024).

INFORMED CONSENT

Patient’s legal representative has signed informed
voluntary consent on publication of the clinical case and
patient’s photographs (signed on 14.04.2024).
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