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O6ocHoBaHMe. Anbda-MaHHO3MA03 — 3TO YAbTPapeaKoe ayToCOMHO-peLeccMBHoe 3abosieBaHne U3 rpynrnbl JM30COM-
HbIX 60/1€3HEN HaKorMIeHUs, Bbi3BaHHoe MyTaumen B reHe MAN2B1. laToreHHble HyKAeOoTUAHble 3aMeHbl U CTPYKTYPHbIE
MepecTporikn B aHHOM reHe npuBOAAT K Aeduunty dpepmeHTa Kucaon anbda-maHHO3MAa3bl, y4acTBylolwen B gerpajalmnm
onmrocaxapmaoB. bonesHb xapaKTepu3yeTcss MyJbTUCUCTEMHBIM MOPAXKEHUEM U XPOHUYECKUM POrPECCUPYIOLUNM TEYEHU-
emM. OnucaHue KAMHUYECKOro ciay4das. KnmHU4eckui ciydan npuBaeK BHUMaHWe no3AHeNn AnarHOCTUMKON 3abo/ieBaHus
Yy MasibuyuKa, NpoXuBatoLero B Meranoauce. Y pebeHka MMeKTCs KlacCMYecKne KIMHUYECKNEe nposiBAeHus 3ab60/1eBaHus:
XapaKTepHbI peHoTUrn, fecdopmaLins MO3BOHOYHUKA, 3a4EePKKa MOTOPHOIO U PEYEBOro pa3BUTHUS, CHUKEHUE Cliyxa, rena-
Tomeranus, CraeHoOMeranums, nyrnoyHas n naxoBas rpbixxu. HeCMoOTps Ha 3a4epPKKy Pe4eBOro pa3BuTUS U YacTble MOBTOPHbIE
OTUTBLI, NaymeHT 40 4,5 net He 6bia HanpaBaeH K CypAoaory A5 06cne[0BaHus. MHTepecHbIM paKToM npeAcTaBaseTcs Haan-
yne y pebeHKa BPOXKAEHHON KaTapaKTbl, B CBA3U C YeM OH Bbl1 oneprpoBaH 2 pa3a. 3akaloyeHune. BpoxxaeHHas KatapaKkra
ABNISETCS OAHUM M3 PaHHMX NPU3HAKOB AaHHOro 3abosieBaHus. M3 8 nauneHToB ¢ abda-MaHHO3MA030M, Habito4aloLmxcs
B HalLeM y4pexKaeHnH, TPOe UMESTU BPOXAEHHYIO KaTapaKTy. BeposiTHO, Takue 60J1bHble A0/KHbI ObiTh Harpas/eHbl K reHETUKY
4151 PaHHEero UCKIYeHus albga-mMaHHO3mA03a. [1034HAS AMarHoCTUKa, NPOrpeccHpyloLmni xapaktep 3aboaeBaHNs NpuBen
K paHHe#n nHBanuan3aLmum naymeHTa. B cBsi3u ¢ nosisieHnem pepmMeHTo3aMecTUTeIbHOM Tepanum KpanHe BaxKHbIM siBASieTCs
CBOEBPEMEHHOE BbISIBIEHUE ITUX NALUMEHTOB C LIEJbIO Y/YHLIEHUS Ka4eCTBa UX U3HU 1 yBEIMYEHUS BbIXKMBAeMOCTH.
KntoyeBble cnoBa: aibda-MaHHO3MA03, KITMHUYECKUI Clly4ak, TYroyxocTb, AedopmaLius MO3BOHOYHMKA, aTaKCUS, BPOXKAEH-
Hasl KaTapakKTa, 3aJlepKKa pe4yeBoro pa3BuTus

Ansa yntupoBanms: Bawakmaase H.[., Kypkosa H.B., Muxannosa J1.K., ba6ainknHa M.A., Kapacesa M.C., MNawkosa K.B.,
3axaposa E.10., HamazoBa-bapaHoa J1.C. Anbda-maHHO3K1J03: YacTble CUMNTOMbI Y PEAKOro nauueHta. Bonpockl coBpe-
MeHHow negnatpmmn. 2022;21(6S):577-582. doi: https://doi.org/10.15690/vsp.v21i6S.2498

Nato D. Vashakmadze? 2, Natalia V. Zhurkova? 3, Ludmila K. Mikhaylova®, Marina A. Babaykina?,
Maria S. Karaseval, Kristina V. Pashkova?, Ekaterina Yu. Zakharova3, Leyla S. Namazova-Baranova?l: 2

1 Research Institute of Pediatrics and Children’s Health in Petrovsky National Research Centre of Surgery,
Moscow, Russian Federation

2 Pirogov Russian National Research Medical University, Moscow, Russian Federation

3 Research Centre for Medical Genetics, Moscow, Russian Federation

Alfa-mannosidosis: Frequent Symptoms in Rare Patient

Background. Alfa-mannosidosis is ultra-rare autosomal recessive lysosomal storage disease caused by the mutation in the MAN2B1
gene. Pathogenic nucleotide variants and structural changes in this gene lead to acid alpha-mannosidase deficiency, this enzyme is
involved in oligosaccharides degradation. This disease is characterized by multisystem involvement and chronic progressive course.
Clinical case description. The clinical case attracted our attention due to the late disease diagnosis in a boy living in a metropolis. The
child has classic clinical manifestations of the disease: typical phenotype, spinal deformity, developmental speech and motor delays,
hearing loss, hepatomegaly, splenomegaly, umbilical and inguinal hernias. Despite developmental speech delay and frequent recurrent
otitis, the patient has not been referred to surdologist examination until the age of 4.5 years. Intriguing fact is the presence of congenital
cataract that was the reason for surgery twice. Conclusion. Congenital cataract is one of the early manifestation of this disease. 3 out
of 8 patients with alfa-mannosidosis observed in our centre had congenital cataract. We assume that such patients should be referred
to genetics for the early exclusion of alpha-mannosidosis. Late diagnosis and progressive course of the disease led to early disability
of the patient. Nowadays, as enzyme replacement therapy is available, it is crucial to identify these patients timely in order to improve
their quality of life and increase survivability.
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KnuHunyeckKoe Ha6noaeHue

OBOCHOBAHME

B 1967 r. PA. Ockerman BnepBble onucan Manbyuka
C Hen3BeCcTHOM 60ne3Hblo ¢ [ypnep-nogobHbIM GEHOTUMOM
M HOpMaJsibHbIM YPOBHEM MMMKO3aMHUHOrMKaHoB (Al B Moye.
Y nauuneHTa 6binn rpybble YepTbl LA, MaKporioccus, naoc-
KWW HOC, 60MblUME YLK, WWPOKO paccTaBfieHHble 3yObl,
6onbluas ronoBa, BbICOKWMM POCT, MOMYTHEHWE POrOBMLbI,
MbllIEYHas rMNOTOHUS, rop6 M Apyrue CKeNeTHble HapyLleHus,
a TaKXXe Nnerkas renaTtocnieHoMeranus u 4Yactble pecnvpa-
TOpHble MHdeKUMK. ManbynK ymep B Bo3pacte 4,5 net [1, 2].

Anbda-MaHHO3MA03 — 3aboneBaHue U3 rpynnbl M30-
COMHbIX 60Me3Hel HaKonieHus, obyCcnoBNEHHOE HeaocTa-
TOYHOCTbIO KMCNOKW anbda-MaHHO3UAa3bl BCNEACTBUE MyTa-
unn reHa MAN2B1. TeH KapTupoBaH Ha 19p13.2-q12 [3].

CHU)KEeHWe aKTMBHOCTM depmeHTa BneyeT 3a cobow
HapyleHne mMeTabonnama ofiMrocaxapuaHbix Lienen rnmKo-
NpOTEMAOB, KOTOPbIE HaKaMJIMBaOTCA B M30COMax M Mpu-
BOASAT K HEO6paTUMOMY HapyLleHMo GYHKLMKU KNETOK [3, 4].

[JnarHo3 anbda-MaHHO3MAO3a YyCTaHaBIMBAETCH Ha
ocHoBaHuK [ypnep-nogo6bHoro ¢GeHoTuna, CHUXeHUa cnyxa
[0 PasBUTUA TAXKENON CTENEHWU TYroyxoCTH, YacTblIX pecnu-
paTopHbIX 3abofieBaHWW, KOrFHWTMBHOrO AeduuuTa, aTak-
CUU, 3a0ePKKN GU3UYECKOro pas3BUTUSA, MATONOIMN KOCTHOM
cuctembl. Mpu nabopaTopHOM MCCNeLOoBaHWKM BbISBASETCS
CHWXXEHWe/OTCYTCTBUE aKTMBHOCTM KUC/IOM anbda-MaHHO3M-
[1a3bl B BbICYLLIEHHbIX NATHAX KPOBW, NenKounUTax nepudepu-
4YecKomn KpoBH, dnbpobnactax. MosiekynsgpHo-reHeTu4ecKkoe
uccneaoBaHMe HanpaBfAeHO Ha NOUCK MaToreHHbIX BapuaH-
TOB WM CTPYKTYPHbIX nepectpoeK B reHe MAN2B1 [4].

3aboneBaHue BCcTpedaetcs ¢ yactoton 1 : 500 000 Hace-
nenua [5]. B HopBerun pacnpocTpaHeHHOCTb cocCTaBwia
1 : 600 000, B Yeuwckon Pecnybnunuke — 1 : 1 042 804, Ha
Ky6e — 0,72 cnyyas Ha 100 000 HaceneHus [5—7]. Anbda-
MaHHO3KA03 He ABnseTcsa crneunduyeckum 3aboneBaHuem
ONS KAKOM-NMBO 3THUMYECKOM rpynnbl, U AaHHbIX O €ro pac-
NPOCTPaHEHHOCTU CpaBHUTENbHO Mano [8].

B HacTosilee BpeMs HegocTaTo4yHO nybnuKaumm o6 oco-
6eHHOCTAX TedeHusa anbda-maHHO3nA03a. [103aHAS AnarHoc-
TMKa CBsi3aHa C WMPOKOW BapuabeNibHOCTbIO KIIMHUYECKMX
CMMNTOMOB, HW3KOM OCBELOMJSIEHHOCTbIO MEAULIMHCKO-
ro coobuwectsa. lepBble CMMNTOMblI 3aboneBaHUst MOTyT
nosiBMTbCS B It060M BO3pacTe U NMporpeccupoBaTb C pas-

Puc. 1. Manbyuk P, 10 mec
Fig. 1. Boy R., 10 months

HOWM CKOPOCTbIO. Bpaun AOMKHbI 3HATb «KpacHble QnarKKu»
anbda-MaHHO3MA03a. ITO MOXKET YCKOPWUTb AMArHOCTUKY
M Nle4eHNe Ha CaMOoM paHHeN ctagumn 60NEe3HU.

KJIMHUYECKHUA MPUMEP

O nauyueHTe

Manb4yuk P, 5 net, 13 MOCKBbI.

AHaMHe3 XMU3HU: PebeHOK OT BTOPOM OepeMEHHOCTU
(nepBasi 6epeMeHHOCTb — Masb4MK, 300POB), NPOTEKaBLUEN
6e3 ocobeHHocTen. Poabl BTOpble, CaMOCTOATENbHbIE Ha
cpoke 40 Hen. MNpu poxaeHnn macca Tena coctasuna 3170,
onnHa — 53 cM. OueHka no wkane APGAR — 8/9 6annos.

MoTopHoe pa3BuTHe: ToNoBY AEPKMUT ¢ 3 Mec, NepeBopa-
ynBaeTca Ha 60K — c¢ 5 mec, cuanT c onopon — ¢ 7 Mec, BCTas
y onopbl B 1 roa, XoauT ¢ NOAAEPKKON MO HacTosilee BpemMs.
[MeuxopeyeBoe pa3BuTHe: A0 rofa rynun, nenertan, ynoibancs,
roBopun «Mama» u «nana». C 1 roga Havancs NOCTEMNEHHbIN
perpecc MOTOPHOro M NCMXOPEYEBOro Pa3BUTHS.

B 8 mec y nauueHta 6bin AMArHocTMpoBaH Kudo3
NOSICHWYHOIO OTAeNa No3BOHO4YHMKA. B 10 mec npose-
[eHa MarHuTHo-pe3oHaHcHasa Tomorpadusa (MPT) rpyaHoro
M NMOSICHUYHOIO OTAENOB NMO3BOHOYHWKA — BbISIB/IEH MOYNO3-
BOHOK L2. MMauuneHT neynncs KoOHCEpBaTUBHO C UCMONb30-
BaHMeM KopceTa ¢ 10 mec go 3 net (puc. 1, 2). B Bo3pacTte
3,5 net rocnuTanmManpoBaH B HaunoHanbHbI MEAULIMHCKKUIA
ucecnefoBaTeNlbCKU LEHTP TpaBMaTtonorMm M opToneaunu
uMm. H.H. MpropoBa, npoBeaeHbl AopcasbHas KOppeKLUs
M cTabunnsaums N03BOHOYHWKa Ha ypoBHe Th12-L4, ocTeo-
TOMWUS Nonyno3BoHKka L2 no Cmut-leTepcoHy, dukcauns
METaINIOKOHCTPYKLIMEN B FPYAONOACHUYHOM OTAENEe Mo3BO-
HOYHMKa Ha ypoBHe Th12-L4.

B Bo3pacTte 1 roga npu ni1aHoBOM ocMoTpe odTanbMo-
flora yCTaHOBJ/IEH AMArHO3 «BPOXKAEHHAs KaTapaKTa OAHOro
rnasa». B 1 rog 2 mec npoBeaeHa onepauuss — 3IKCTpak-
LUMa KaTapaKTbl C MMMNI@HTaUMen WUHTPAOKYNSAPHOW JIMH3bI.
HasHauyeHa o4ykoBas Tepanua OU sph +6,00. B 1 roa 7 mec
BbIIB/leHa BTOPUYHAs KaTapaKTa, B CBSI3U C YeM NpoBeAeHO
onepatuBHoe nevyeHne. Peb6eHOK BbiNUCaH C AMArHO30M:
«OD BTOpKYHaA KaTtapakTta. OU aptudaKkus».

B 4 ropa poautenu BrnepBble 06PaTUIUCL K FEHETUKY
B CBfI3M C COXPaHAOWENCA 3adeprKKON pevyeBoro passu-
Tns. Mo gaHHbIM ocMoTpa AvddepeHumanbHas AnarHoCcTUKa

Puc. 2. Manbuuk P, 1 rog 5 mec
Fig. 2. Boy R., 1 year 5 months




NPOBOANSIAChb C JIM30COMHbIMU GOJIE3HAMU HaKOMIEHUs —
MyKononncaxapuao3oM, MaHHO3MAO30M W MOHOrEeHHbIMU
dopmaMu ckeneTHoMn naTonorun. PebeHKy ans UCKtYeHus
cuHapoMma MapTtuHa — benn npoBeaeHo onpefeneHne aHo-
MallbHOro MeTUNINPOBaHUA reHa FMR1, u3aMeHeHul, xapak-
TEPHbIX AN8 cuHapoMa MapTuHa — benn, He BbISBEHO.

Mpn ogHoMepHOM aneKkTpodopese Al Mouyn — oOTKIO-
HEHWIN OT HOPMbI HE BbISIB/IEHO.

MauneHTy NpoBedeHO MOJEKYNIAPHO-reHeTuYecKoe 06-
cnefoBaHWe METOAOM MacCOBOro napasieslbHOro CEKBEHM-
poBaHus — aHannid 166 reHoB, OTBETCTBEHHbLIX 3a pas-
BUTME KOCTHOW natonoruu: B 18-m 3K3oHe reHa MAN2B1
BbIIB/IEH MaTOM€HHbIM BapuvaHT — HyK/JeoTuaHas 3aMeHa
NM_000528.4: ¢.2248C>T (p.Arg750Trp) B reTepo3vroTHOM
COCTOSIHUM (rnybuHa NOKPbITUS ToYKK x88). MNonynauMoHHas
Yyactota anstepHatuBHoro annens (MAF), no faHHbIM 6a3bl
gnomAD, coctaBnsetr 0,000296. 3ameHa onucaHa B The
Human Gene Mutation Database. B 17-M 3K30He reHa
MAN2B1 BbIIBNEH BapMaHT CO CABMIOM PaMKK CHUTbIBaAHUS
NM_000528.4: ¢.2126_2127delAC (p.His709fs) B rete-
PO3UTOTHOM COCTOSHWUM (rlyBMHA MOKPbLITUA TOYKM X151).
MyTtaumm B reHe MAN2B1 npuBOAST K pa3BuTUiO anbda-
MaHHo3ugo3a, Tvnbl | ,ll, ayTOCOMHO-PELLeCCUBHbBIN TUIM
HacnepoBaHua (OMIM *609458). lMpoBeaeHa Banuaauus
BbIIBJIEHHbIX HYKIEOTUAHbLIX 3aMeH METOOM CEKBEHUPOBa-
HUs no CaHrepy y nauneHTa u ero poautenen. Y matepwm npo-
6aHfa AMarHocTMpoBaH BapuaHT ¢.2248C>T (p.Arg750Trp)
B reTepo3nroTHOM coctosiHuu B reHe MAN2B1, y otua npo-
6aHaa — peneums ¢.2126_2127delAC (p.His709fs) B rete-
PO3UIrOTHOM COCTOSAHUM B reHe MAN2B1.

Pe6eHOK MOBTOPHO KOHCYNbTUPOBAH FEHETUMKOM, YCTa-
HOBJIEH AMarHo3 «anbda-MaHHO31403».

®dusuKanbHaa guarHocTuka

lpu ocmotpe: poct — 103 cm, macca Tena — 15,8 Kr,
NMT — 14 (puc. 3). Makpouedanuns, BbICOKUIA, BbICTynato-
LMK N06, aHTUMOHTONOUAHbIM pa3pes rnas, YaleobpasHble,
OTTOMbIPEHHbIE YLIHbIE PAKOBMHbI, HEPOBHbIN 3y6HOW pAj,
nonHole ryéol. edopmauns rpygHoON KNEeTKU, KUEDOCKONU-
03 (COoCTosiHME Mnocne onepaTMBHOM KOPPEKLMK), Banbryc-
Has JedopmalMa KOMEHHbIX CYCTaBOB, TYyrornoABWXXHOCTb
B KPYMHbIX CycTaBax, aTakTM4yecKas NoxofKa, cCaMoCToATeNb-
HO XOAWT HEYBEPEeHHO, TOJIbKO Ha KOPOTKUE PaCCTOAHUSA.
3ajeprKka NcuxopevyeBoro pasBuTUS, pebeHOK He pearu-
pYyeT Ha rPOMKKE 3BYKM, He CAbIWKT (?). KOXXHble NOKPOBbI
61eJH0-pO30BbIE, CyX1e, NaToIONMYECKOM ChINKU HET, pacLuum-
peHHasa KanunngpHasa CeTb Ha Koxe, nocneonepauoHHbIN
Lipam Ha CnuHe cnpaBa OT NO3BOHOYHMKA. CnusuncTole 060-
JIOYKKU YUCTble, BnaxHble. [MO4KOXHas KieTdyaTka pasBuTa
cnabo, pacnpegeneHa paBHOMepHO. [11eyn poTUMpPOBaHLI
Knepeau, nonaTtku OTCTOAT, cnpaBa Bblle, B MOSCHUYHOM
06/1aCTU Ha YypoBHE 4-ro NMOACHUYHOIO NMO3BOHKA BblpaXeH-
HOe BblOyXxaHWe METaNIOKOHCTPYKLMK MOA KOXKeK crnpasa.
A — 80/50 mm pt. cT. NMynbc — 100 ya./MuH. B nerkmx
AblXaHWe BEe3WKynspHoe, NMPOBOAUTCSH BO BCE OTAENbI, XpH-
nos Het. Y44 — 20/muH. O6nacTb cepaua Bu3yasbHO
He n3MeHeHa. TOHbl cepaua 3BY4YHble, PUTMUYHbIE, NaTo-
NIOTMYEeCKMe LWyMbl He BbicnywnBatoTcs. KMBOT MSATKUW,
[I0CTyneH rny6oKon nanbnauunun, 6e360/1e3HEHHbIN BO BCEX
otaenax. MNeyveHb +4-5 cM OT Kpas NpaBon pebepHOn ayru.
CeneseHka +2 cM. NaxoBas rpbixa cneBsa.

[varHocTuyeckue npoueaypbl

lpn o6cnegoBaHMKU:  KIMHUYECKUM aHanmn3 KpPOBMU
1 06WM aHann3 Mo4M B npegenax Hopmbl. B 6uoxmmunye-
CKOM aHanu3e obpallaeT Ha ce6d BHUMaHWe He3HauYuTeNb-
HOe noBbIWeHWE naKraTgerngporeHasbl o 296 (Hopma
110-295 Ea/n).

Puc. 3. Manbuuk P, 4 roga 5 mec
Fig. 3. Boy R., 4 years 5 months

OKTI: BepTvKanbHoe nonoxeHne 30C. BbipaxeHHasa apuT-
MWs, YMEpPEHHas CuHycoBas 6paavkapausa. HenonHas 650Ka-
[la NpaBoOu HOXKM nyyKa Mca. QRS ywupeH go 95 mc. QT/QTc
B npegenax HopMbl. PEHOMEH paHHEN Penonsapu3alLmmn xeny-
[I04KOB. B opTOnonoxeHnun: cuHycoBbIM puT™M, npupoct YCC
2% — MuHMManbHbiM, YCC — 75-100 ya./muH; QT/QTc
B npeaenax HopM, NO3ULMOHHO 3aBUCUMOE CHUXKeHKe T.

Oxokapanorpapus 6e3 0CO6EHHOCTEN.

YnbTpa3ByKoBOE Uccieq0BaHUe BPIOLLIHOM MO0CTHU: IXO-
NPU3HAKN YBEUYEHUS PaA3MEPOB MEYEHU U CEeNIE3EHKM.
Mnepnnasua 6pbhkeedHblXx NTMMdOyY3noB. JIoKanbHOe yToN-
LEeHNe, CTPYKTYPHOE U3MEHEHME CTEHKM KULIKKM BOchanwu-
TeNbHOro XapakTepa B NpaBov NoAB34O0LWHOM 061acTu.

OneKkTposHuepanorpamma (AHEBHOW COH): OCHOBHOM
PUTM HECKO/bKO 3amMeaieHHbIN, dparmeHTapHbii. CoOH and-
depeHuMpoBaH OT 604PCTBOBAHMS, MJIOXO MOAY/IMPOBaH
Ha cTaguu. He cdopmupoBaH NatTepH «COHHbIX BEPETEH».
Bo Bpemsa 604pcTBOBaHUA U CHa B IOGHO-NEPeAHEBUCOYHOM
oTgene cnpaBa pPerucTpupyercs pervoHanbHas anunentu-
$dopMHast aKTMBHOCTb HWU3KOrO0 MHAEKCA — B BWAE OAMHOY-
HbIX W CrpynnMpoBaHHbIX KOMMIEKCOB OCTpas-mMea/ieHHas
BOJIHA, PEAKO — B COYETaHMU C Nepuoaamu genbra-zamenne-
HUS B TOGHO-LEHTPaNbHO-NepeaHEBUCOYHOM OTAEesE cripaBa.

MPT ronoBHOro mosra: KapTUHa CTPYKTYPHbIX U3MEHEHUN
60NblIMX NONYyLWapUi, MO3KeUKa, 6asanbHblX S4ep U CTBOMO-
BbIX CTPYKTYP, KOTOpbl€ MOMyT COOTBETCTBOBaTb 60/€3HM Ha-
KonneHus. KMUCTbl WWLWKOBUAHOM ¥enesbl U COCYaNCTbIX crie-
TEHWIN XKeNyAO4YKOB, MUHUMaNbHbIN FTMNEpPOCTO3 KOCTEN Yepena.

PeHTreHorpagusi opraHoB rpyAHON K/IETKU: NEroyHble
nons 6e3 o4aroBbIXx U UHOUIBTPATUBHBIX TEHEN. JIErOYHbIN
PUCYHOK CryleH, gedopmrpoBaH 3a CYET COCYANCTOrO KOM-
NOHEeHTa B 6aszanbHO-MeauanbHbIX oTaenax. lpaBbii Ko-
pEeHb Nerkoro He pacluMpeH, CTPYKTYPEH, YNaoTHEH. JleBbln
KOPEHb JIEFKOr0 MPUKPbLIT TEHbIO cepaua. PebepHo-anad-
parmanbHble CUHYCbl CBOOGOAHbLI. nadparmMa pacrnonoxeHa
006bI4HO, C 06ENX CTOPOH KOHTYpbl YeTKue. TeHb cepaua He
paclmpeHa, KoHbUrypauus He U3MEHeEHa.

ManbyuK 6bl71 MPOKOHCYNLTUPOBAH CneLnannucTamMmu.

Od¢rtasibmosior: rMNepMeTpPonnsa BbICOKOM cTteneHn OD,
cpeaHen ctenenun OS. CocTosiHMe nocie yaaneHus BPOXAEH-
HoW KatapakTbl OU. Aptnudakrumsa OU.
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g Clinical Observation

KnuHunyeckKoe Ha6noaeHue

OtonapuHrosior npoBena AnarHoCTUYECKy 3HAOCKOMUIO
HOCOIMNOTKKM U ropTaHu. [pn ocmoTpe pubpocKkonom onpeae-
NA0TCA ageHonbl, pacnpocTpaHsiowmecs Ao 1/2 BbICOTbI
COLWIHWKA, HEeOTeYHble, YUCTble. [TOTOYHbIE YCTbS CYXOBbIX
Tpy6 wWeneBunaHble. 3aKIOYeHUe: ageHonabl 2-1 CTeNeHMU.

Cypaonor: Ha npueme NPoBeAeHbl ONONHUTENbHbIE 06Cne-
[0BaHUs. 3ajeprkaHHas Bbl3BaHHasA 0TOaKyCTUYecKas pemMmuc-
cusa (3BOAD): TecT He NpoifeH ¢ ABYX CTOPOH. TMMNaHOMETpUs:
™n C aByx CTOpoH. llocne npoBeaeHUst perucTpaumm KopoT-
KONaTEHTHbIX C/yXOBbIX Bbl3BaHHbIX noteHuunanos (KCBIM)
1 UccnefoBaHUS CTBOJSIOBbIX BbI3BaHHbIX NoTeHLUManoB (ASSR)
6bln BbICTaBNEH AnarHoa: «CMellaHHas KOHAYKTUBHAsA U HER-
poCeHCOpHas ABYCTOPOHHSASA TyroyxocTb(?)».

OpTtones: ronoBa HaK/IOHEHa K nNpaBoMy niedy Ha 20°, wes
YKOpOY€eHa, Nneyv pPoTMPOBaHbl Knepeau, NonaTku OTCTOST.
BblparkeHHaa cnaboCTb MbIlL, CMUHbI U XKUBOTa. Pa3rnbaHue
B NIOKTeBbIX cycTaBax 160° npu packayuMBaHuu pasruba-
Hue yBenuunaetcs Ha 10°. YBennyeH NosCHUYHbIN N0pLO3,
YTO CBSA3aHO CO CrubatesibHO-NPUBOAALLMMK KOHTPaKTypamu
B Ta306epeHHbIX cycTaBax. B KOneHHbIx cyctaBax crubatenb-
Hble KOHTPaKTypbl HE BblpaXeHbl, HO MpPW XO0AbOEe KONeHHble
cycTaBbl pa3rmbaeT He NoAHOCTbI0. O6e CTOoMbl B HE3HAYUTENb-
HOW 3KBWHYCHOW YCTAHOBKE, HECTABUIbHOCTb rOIEHOCTOMHbIX
CycTaBoB npu CHOPMMUPOBAHHbLIX CBOAAX CTOM, BajblyCHble
cTonbl. lucnnasunsg Ta3obepeHHbIX CYyCTaBOB.

Hesposior: co3HaHWe He HapyweHo. 06WweMo3roBbix
CUMMTOMOB HeT. MeHWHreasibHble CUMNTOMbI OTPULATENbHbI.
TOHYC MbIlWL, YMEPEHHO TMNOTOHUYHBLIN. MblleyHaa cuna
B KOHEYHOCTAX W TY/IOBULLE CHWMKEHA: B MPOKCHMMalbHbIX
oTAeniax KoHeyHocTen — Ao 4 6annos, B AUCTaNIbHbIX OTAe-
nax — po 4,5 6annos. AcTasusi, XOAUT C MOAAEPHKKOM 3a
pyKy. KpynHasi MOTOpUKa He HapylleHa. YyBCTBUTENbHOCTb
OPMEHTUPOBOYHO HE HapylleHa. Ta3oBble GYHKLMK: HaBbIKK
ONpSATHOCTM He copMupoBaHbl. KOHTaKTeH. BbinonHsaeT npoc-
Tbl€ CNOBECHbIE MHCTPYKLMKU C ONOPOM Ha nofpaxKaTtefbHbll
KOMMOHEHT. IKCMPECCHMBHAsA peyb OTCYTCTBYET.

MeanumHcKnin rcuxosor: nNpyu obcnefoBaHWM rnasHom
KOHTaKT GUKcHpyeT. IMOUMOHaNbHbIM GOH NabunbHbIX, Ha-
CTPOEHWe nNepeMeH4YnBoe, CO CI0B Mambl, MHOTAA KanpuaHu-
YyaeT, OblBalOT UCTEPUKK. TyaneTHble HaBblKM He cHopmMmUpo-
BaHbl. ANNeTUT yaoBAETBOPUTENbHbIN. CO CNOB MaMbl, TOXKKY
yAEPKMUBAET, NblTaeTC MOLHECTU KO PTY, KPYXKY caMoCTos-
TeNbHO He AepXKUT. COH CMOKOMHbIN. Ha MMS He OTKNMKaeTcs,
npu Buae 61M3KKX, CO CNOB MaMbl, OXMBASETCA. MHTepec
K UrpyLWIKaM He NpPOsiBASET, CIOXETHON urpbl HeT. Co cTopo-
Hbl MENIKOW U KPYNHOW MOTOPWMKM OTMEYaeTcsi HENOBKOCTb,
noxoflka HeycToM4MBas, WaTkas, CaMoCTOATEIbHO XOAWUT Ha
KOPOTKWUE PacCTOsIHUA C MOJAEPMKKOMW, NpeaMeTbl 3axBaTbl-
BaeT, TAHET B poT, 6pocaeT, MY 6epeT B pyKu, 6pocaeT, He
JIOBUT, HE NUHaeT, BPYKCU3M, KapaHJall B pyKu 3axBaTblBaET,
TAHET B pOT, 3aTeM 6pocaeT, M3obpasuTenbHas AesdTelb-
HOCTb He chopMUpoBaHa. IKCNPeccMBHas pedb nNpeacras-
fleHa 3ByKaMmMu, CNoB HeT. iMnpeccuBHas peyb: 06paLleHHyo
peyb He NOHMMAaET. Y3HaBaHWe NpeaMeToB Mo CI0BY-Hanme-
HOBaHWIO HepocTynHo. lpobbl Ha HarnsgHO-AEMCTBEHHOE
MblLWIEHWE HEe BbINOMHAET. 3aaHnsa Ha onpeaeneHue ypos-
HS1 Pa3BUTUSA NPAKTUYECKON OPUEHTUPOBKM Ha GOPMY, BbIIO-
¥WUTb NpeaMeTbl N0 UHCTPYKLUMK M 06pasLy — HeOoCTYMHbI.
3aKnoyeHre: No pesynbratamM MNcuMxonormdeckoro obene-
[OBaHWa OTMeYaloTca TPYLHOCTU B peyun (IKCnpeccuBHas,
MMMNpPEecCUBHasa peyb), MbllUIEHUU (HarnsaaHO-AeNCTBEHHOE,
HarnsaHo-06pa3Hoe), KPYMHOW U METKOWM MOTOPUKE, a TaKKe
0COBEHHOCTM 3MOLMOHaNbHO-BOIEBOM cdhepbl (TabuibHOCTb
3MOLMI, Nepenajbl HACTPOEHUS).

KnuHnveckuit guarHos
Anbda-maHHo3nao3 (OMIM #248500). Tun HacnepoBa-
HWS: ayTOCOMHO-PELLECCHUBHbIN.

3agepKKa NCUXMYECKOro U peyeBOro pas3BUTUA. ATak-
TUYECKMU-acTaTU4YECKNI cuHOpPOM. BpoxkaeHHaa pedop-
Mauusa NO3BOHOYHMKaA. COCTOSIHME nocne onepaTMBHOrO
fle4eHnss — ocTeoToMMs Monyno3BoHka L2 no CwmuT-
MeTepcoHy. PuKcauus MeTaNIOKOHCTPYKLMEN B rpyaono-
SICHWYHOM OTAeNe NO3BOHOYHMKA Ha ypoBHe Thl2-L4.
KpuBowes. Kndo3s rpyaonosicHU4YHbIn. KOHTpaKTypbl Kpyn-
HbIX CycTaBOB. [lBYCTOPOHHSS Tyroyxoctb VI cTeneHw.
[enatomeranusa. CnneHomeranusa. AgeHouabl 2-M CTEMNEHMU.
MnepmeTponus BolcoKom ctenenu OD, cpeaHen ctenexu OS.
CocTtosiHMe nocne yaaneHus BPOXAEHHOM KaTapakTbl OU.
Aptndarng OU. AM6nnonus. [AByCTOPOHHAS naxoBas rpbl-
wa. [ynoyHas rpbixa.

AunddepeHumnanbHaa guarHocTuka

Pe6eHOK nocTynun B OTAENIEHME C yXKe YCTaHOBJIEHHbIM
[VarHo30M Ha OCHOBAHWW KJIMHWYECKOW KapTUHbI, AaHHbIX
NabopaTopHOro U MONEKYNIAPHO-TEHETUYECKOrO UcceaoBa-
HUA. AnddepeHumanbHas gMarHocTMka anbda-MaHHO3MA0-
3a NpoBOAUTCS C 3aboneBaHUAMMU U3 FPYNMbl TIM30COMHbIX
60ne3Hen HaKonneHus: Mykononucaxapugosamu tmnos |, I,
I1I, VIl, dyko3ungozom, cnanmgosom, Tvn |, MyKonmnmaosom,
mn Il Mpu TKEeNom Te4eHun — ¢ myKonunuaosom, tun lll,
GM1-raHrnno3ungosom. Mpu nerkmx dopmax auddepeHLm-
afbHas AMarHoCTMKa NpoBOAMUTCS B Fpynne CUHAPOMasbHbIX
N HeCHHApPoManbHbIX GOPM TYrOyxoCTH.

MeaMLUHCKUE BMelLlaTe/IbCcTBa
He npoBoaunuce.

[AnMHaMuKa u ucxopbl
3a Bpemsa 06cnefoBaHNa COCTOSTHUE MaslbiMKa ocTaBa-
JIOCb CTabUJIbHbIM.

OBCYXAEHME

Anbda-MaHHO3MA03 — ayTOCOMHO-peLecCcUBHOE, Mpor-
peccupylollee 3aboneBaHne U3 rpynnbl JIM30COMHbIX 60-
nesHen HakonneHus. Jeduunt depmeHTa anbda-mMaHHO3M-
[a3bl NPUBOAUT K aHOManbHOMY HaKOMMEHUIO ONMrocaxa-
pUaOB WM Pa3BUTUIO MYNLTUCUCTEMHOM natonorun [9-11].
MauneHTbl UMeT n3MeHeHnst deHoTuna, NaTosiorunio co CTo-
POHbI LIEHTPaibHOM N NepudepruyecKkor HEPBHOW CUCTEMBI,
OMOpPHO-ABUraTeNIbHOrO annapara, CHUXKEHHWE cryxa, a TaKKe
U3MEHEHUs AblXxaTeNbHOW W KapAMOBACKYNSPHOM CUCTEM,
UMMyHoZedUUMT. KnMHWYecKne noATUMNbI MOTYT BapbMpo-
BaTb OT JIEFKOW A0 Taxenon G¢opmbl.

B HacToslWwee Bpems BbigensoT 3 GeHoTnna 3aboneBaHus.

Mpn nerkon ¢opme (Tun |) cMmMnTOMbI NPOABAAIOTCA
nocne 10 net, MmeasieHHO NPOrpeccupyioT, Nnpeobnagaer Mm1o-
naTU4eCKn CUHAPOM, OTCYTCTBYIOT CKENETHbIE aHOMaNW.

YmepeHHasa dopma (tun Il) xapaktepnsyeTcs MruonaTuen,
MeLJ/IEHHbIM MPOrpeccupoBaHneM, HaluiueM CKeNETHbIX
aHOMasIMi, CHUKEHUEM CryXa.

Mpwn T:kenon dopme (Tvn lll) 6one3Hb MMEeEeT arpeccuB-
HOe TeYeHMe C MyNIbTUCUCTEMHbIM MOpaxKeHnem, 4ebroTnpyet
B paHHEeM BO3pacTe, NpW OTCYTCTBUWM JSleYeHWUs MPUBOAUT
K paHHeln cmepTtu [3-5].

OnucaHHbIM KIIMHUYECKUI Chlydar OTpaykaeT ecTeCTBeH-
HOe pa3BUTHE, BEPOSATHO, TAXKENOro GpeHoTmna 60/1e3HHU, y4uu-
TbiBasi paHHIO MaHubecTauuto. Ha nepBom rofy Xu3Hu
poauTenu obpatuanM BHUMaHWe Ha aedopMauuio NO3BOHOY-
HWKa M Janee — Ha NpPob6ieMbl C CaMOCTOSATENIbHOM XOAbOOMN.
o gaHHbIM NUTEPATYPbl U3BECTHO, YTO AETH C aNlbda-MaHHO-
31I030M YHaTCA XOAMTb NMO3MXE, OHU HEYKJTIOXKM, 4acTo NajatoT.

PaHHAs OuarHocTMka 3abofieBaHUA KpanHe BarkHa
C Lefblo CBOEBPEMEHHOIO Havyana depMeHTo3aMeCcTUTeNb-
HOM Tepanunn. OCO6EHHOCTM paHHero aebtota 601e3HN onu-
cana L. Santoro 1 coaBT. [12]. Manb4uK OT HEPOACTBEHHOIO



6paka poaunca Ha 37-n Hed. CocTosiHME MpPU POXKAEHUM
W aHTPOMNOMETPUYECKUE [aHHble Obliv B npegenax HopMbl.
B nepsom nonyroguu poautenn obpaTtuav BHUMaHUE Ha
rop6. Bpauu npu ocmoTpe TaKKe OTMEeTWIM BbICTynalo-
LMK 106, ABYCTOPOHHEE TMApoLene, NaxoByl rpbixy, yme-
PEHHYIO renaTocnieHOMeranuio, MbILWEYHYIO TMMOTOHMIO.
PeHTreHonornyeckoe ob6cnegoBaHWe BbISBUIO OCTEONO-
pPO3 M KOCTHble M3MeHeHWsi. Ha OCHOBaHUM KIIMHWUYECKMUX
JaHHbIX M NabopaTOpPHO-TEHETUYECKOrO WcCCnefoBaHus
B 5-Mecq4YHOM BO3pacTe Obln NOATBEPKAEH AMArHO3 anbda-
MaHHo3u1ao3a [12].

o4yt y BCEX NaLMUEHTOB OTMEYaeTCs CHUMXKEHUE UHTEeN-
nekrta. [letv no34Ho HavyMHaloT pa3roBapmBath, UMEIOT orpa-
HWYEHHbIM CNOBapHbIM 3anac W TPyaHOe AN MOHWMMaHUA
npousHoweHune. CHUXKEHWE cnyxa ele 6onblue oTarowaeT
peyeBoe pa3BuUTUE pebeHKa. Halle anarHocTupyeTcs fierkas
WKW yMepeHHas yMCcTBeHHas oTctanocTb ¢ 1Q 60-80 [13].
Y paHHOro nauueHTa no pesynbtatam MNCcUXoSIorM4eCcKoro
o6cniefoBaHns oTMeYanuchb TPYAHOCTU B PeYU, MblNEHUH,
KPYMHOW U MENKOW MOTOPUKE.

YMCTBEHHas OTCTanoCTb MPOrpeccuMpyeT Mno-pa3Homy
[axe y NauMeHTOB U3 OAHOM ceMbW. VMIHTEpPEeCHbIM cnyyaw
onucaH y J.R. Ara n coaBT. [11]. [pu HabnoaeHn B TedeHne
25 net 3a 6paToM U cecTpor, ob6a U3 KOTopbIX UMenu anbda-
MaHHO3MA03, CHUXEHME peyeBbix CNOCOBHOCTEN Habnaa-
J10Cb TONbKO Y OAHOTO U3 HKX [11].

MNcuxmaTpuyeckne CUMNTOMbI, OT/IMYHbIE OT YMCTBEHHOM
OTCTanocTH, MOryT Habnogatsca y 25% nuuy ¢ anbda-maH-
HO3MA030M. Hayano 3aboneBaHnst 06bIYHO MPUXOAUTCA Ha
nepuos noapocTKOBOro Bo3pacta. Y nauMeHToB OTMeYvatoT-
Csl CNYTAHHOCTb CO3HaHwus, 6pel, ranilounHauumn, Tpesora,
[enpeccusl, 4To NpPUMBOOMUT K paHHen notepe paboTtocno-
co6HocTu. lNepmnoa obocTpeHuss anutca or 2—3 go 12 Hen,
a 3aTeM HacTynalT COH/IMBOCTb, aCTEHUHA, NMPOLOMKUTENb-
HbIM coH [3, 5, 14]. He Bcerga BbISIBASETCA OpraHu4YecKas
NPUYUHA ITUX HAPYLLEHWUN.

OYyeHb MHTEpPeCHbIM, Ha Haw B3rnsa4, paHHUM nposse-
HMeM 60/1e3HU Yy NauueHTa 6blla BPOXAEeHHas naTonorus
3pEeHUsI, B YaCTHOCTU BPOXAEHHAsA KaTapakTa. [1o HacTos-
liee BpeMsi B fiMTepatype Haubosee 4dacTbiMu odTanbMo-
NOrMYecKMMK nNpobaeMamMu CcyYuTanmucb rMNepMeTponus,
6/1M30PYKOCTb, NIerkoe Kocornasue, NoBEpPXHOCTHOE MOMYT-
HeHne poroBuubl [15]. PeakMmu nposiBAEHUAMU ABASIOTCS
[lereHepaums Knet4yaTtku 1 atpodusa 3puTenbHoro Hepaa. [1o
JaHHbIM J. Matlach u coaBT., atpodust 3puTenbLHOro HepBa
Habnoaaetcs y 18,8% 60NbHbIX, KaTapakta W MOMyTHe-
HWEe POroBMLbl pPa3BUBalOTCH NPUMEPHO Yy 6%, HUCTarM —
y 12,5% [15].

[MpaKTU4YEeCKN He onucaHbl ciy4an C BPOXKAEHHOW KaTta-
paKTon y 60MbHbIX ¢ anbda-MaHHO3MA030M. OfHaKO npwu
HabnoaeHn 8 POCCUIUCKUX MaUMEHTOB y 3 M3 HWUX Ha nep-
BOM rofly *W3Hu 6blna juarHoCTMpoBaHa BPOXKAEHHasA KaTa-
pakTa. B cBSI3n C 3TUM HEO6XOAMMO MPOBOAUTL AUHAMMU-
YyecKoe HabnogeHne nauneHToB C BPOXKAEHHOW KaTapaKTon
W NpKU NOSIBIEHUN PEHOTUMUYECKUX MBMEHEHWN, 3a0EPKKH
pevyeBoro U UHTENNEKTYallbHOr0 Pas3BUTUSA, renaToCn/ieHo-
MerasiMm, NopaKeHmus KOCTHO-CYCTaBHOM CUCTEMbl 06Cneno-
BaTb pebeHKa 419 UCKIoYeHUa anbda-MaHHO3MA03a.

CHUXKEHMe cnyxa — BaXKHbl KIMHWYECKUIA CUMMTOM
3aboneBaHus. Ha nepBoM 1 BTOPOM rOAY WU3HU AETU 4acTo
6051€et0T pecnupaTopHbiMK 3a6oieBaHUAMU U oTUTamu [14].
MoBTOpHblIE MHOEKLUMWU ABASIOTCH Pe3ynbTaTtoM MMMYHOZe-
duuMTa M HanM4uMs KOCTHbIX aHOManWn pas3BUTUSA 4vepe-
na, NPMBOASALLMX K 3aKPbITUIO eBCTaxueBbix Tpyo [14]. Mpwu
OTCYTCTBUMU JIeYEeHUss B pPaHHEM [ETCTBE CHUXKEHWe cryxa
NPOrpeccupyeT v NPUBOAMT K PasBUTUIO CMELLaHHOKW Tyro-
YXOCTW, @ TaKKe K HapyweHW0 peyn U MHTeNIeKTyalbHON
HegocTaTo4HOCTH [16].

K coxkaneHutio, He Bceraa AeTv ¢ OTCTaBaHWEM pevyeBoro
pas3BUTHSA NPOXOAAT CypAonornyeckoe obenefosaHme. Hauw
MaLWeHT, }KMBS B KPYNMHOM rOPOJE C XOPOLLO Pa3BUTON Meau-
LIMHCKOM MOMOLLbIO, HEOJHOKPATHO ob6pallancs K HeBpo-
naTonory, 0TolapuMHronory, ogHako Ao 4,5 neT He nNpoxoaun
o6cnefoBaHUs Ciyxa, YTO NPUBENO K PEe3KoW 3adepiKKe
peyeBoro pasBuTyUS.

Hafno oTMeTWTb, 4TO, B OT/IMYME OT NaLMEHTOB C MYKOMO-
NiMcaxapuio3amu (C 3TUMK HacneacTBEHHbIMU 3a6oneBaHus-
MW 4alle Bcero npoBoaaT aAvddepeHuManbHylo anarHoc-
TUKY), ¥ 60/bHbIX C anbda-MaHHO3MA030M MMEETCH MeHee
rpy6bin [ypnep-nogo6bHbin peHoTun. MHorga aty NposiBleHus
HACTO/MIbKO TOHKME, YTO HEOMbITHbIA LOKTOP MOMET UX He
3aMeTuTb [17].

BayKHbIM paHHUM NpPosiBIEHUMEM 3a60/eBaHMs ABASIOTCA
KOCTHble aedopmaumu. B Hawewm cnydae ato 6bina gedopma-
LM N03BOHOYHMKa B 10-MecsiHHOM Bo3pacTe. KnnHuyeckue
UKW peHTreHorpaduyeckne npU3HaKM MHOXKECTBEHHOMO
OM30CTO3a NIErKOM MAM YMEPEHHOM CTENneHW BCTpevalTcs
y 90% nuuy ¢ guarHosomMm anbda-maHHo3wnpgosa [18]. MMpu
peHTreHorpadun obpallatoT Ha cebs BHUMaHUE YTONLEH-
Hble KOJIEHHblEe YalleyKW, YNIoWeHne U KproYKoobpasHas
nedopmauma TeNn NO3BOHKOB, MMMOMAAa3nsa HUXHUX OTAENOB
NOAB3LOLWHbIX KOCTEN, NErKoe pacluMpeHne KOPOTKKUX Tpy6-
yaTblX KOCTeN pyK. KOHTpaKTypbl BCTpeyatoTes HevacTo [18].

[evyeHb U ceneseHKa 4acTo yBeIMYeHbl, 0COBEHHO Yy NnL
c TshKenown ¢opmon 3abofieBaHMs, OJHAKO QYHKLMUSA 3TUX
opraHoB He cTpagaeT [4]. NaTtonorusa KapanMoBaCKynSpPHOM
cucTeMbl HabnoaaeTcs PeaKko M B OCHOBHOM MpefcTaBfe-
Ha HEeAOCTaTOYHOCTbIO KanaHoB. [loYyeyHble OCMOXKHEHMS
BCTpPEYaloTCa O4YeHb peako [4].

J.B. Hennermann v coaBT. U3y4uan BO3PacT U NPUYUHBbI
CMepPTH 60JIbHbIX C anbda-MaHHO3MA030M, HE MOyYaBLIMX
nevyeHuns. CpeaHuit BO3pacT Ha MOMEHT cMepTu y 15 nauum-
eHToB cocTaBun 45 net (40,3 + 13,2; agnana3oH — 18-56;
n = 15), 53,3% 6binn XKeHWMHaMU. Y KarKaoro BTOPOro
(46,7%) NpUYMHON CMepTU Oblla MHEBMOHUS, a y KaX-
[JOro MAToro — pak. [lpyrMe npuyYrHbl BKIOYaNW OCTPYIO
NMOYEeYHYD HEeOOoCTaTO4YHOCTb KaK CMeACcTBME cemncuca npu
nepdopaLmnn KULLIEYHUKA, NOYEYHYID HeAOoCTaTOYHOCTb MpU
CUCTEMHOM KpaCHOM BONYaHKe, CHUXEHWE YPOBHS JIEMKO-
LIMTOB HEWU3BECTHOM MPUPOAbI, HEAOCTAaTOYHOCTb aopTalb-
HOrO KnanaHa, NPUBOASILLYIO K cepae4YHON HeA0CTaTOYHOCTH,
W aernapartaumio u3-3a KatatoHmm [19].

OnpegeneHve NpuYMH CMEPTHOCTU M NPOAOIKUTENbHOC-
TU }MU3HU 3TUX MNALMEHTOB MMEET peluatollee 3HavyeHne ans
[anbHeNLWero yny4ylweHns Halero NOHMMaHUs eCTeCTBEHHOMN
ncTopun anbda-maHHO3MA03a.

3AK/TIOYEHUE

AKTyanbHOCTb [A@HHOMO KIMHMYECKOro ciyyas 3ak/oya-
eTcsl B OMucaHWM ecTeCTBEHHOrO TeYeHUsl PeKoro Hacnes-
CTBEHHOro 3a60/ieBaHUsi C paHHUM [e6loToM 60/esHu,
GbICTPLIM MPOrPEcCUPOBaHUEM. YiKE Ha BTOPOM oy KU3HU
y nauueHTa OTMEeYalnCb KOCTHble W3MEeHEeHWsl, 3afeprKKa
MOTOPHOIO M PEYEeBOro Pas3BWUTWSA, NATONOMMUsA ClyXa M 3pe-
Hus. OgHaKO [AMarHocTMka 6bina 3HAYUTENbHO OTCPOYEHa,
YTO MPUBESIO K CYLLECTBEHHOMY CHUMEHMIO KayecTBa KU3HU
MasnbyMKa. B HacTosllee BpeMs HaJlMyme naToreHeTUYecKom
Tepanuu yBenuM4nMBaeT BEpPOATHOCTb CHUMKEHUS MPOrpeccu-
poBaHUs 3a60/1eBaHUA U YNyYLLIEHUS Ka4ecTBa KU3HU Y aTOM
rpynnbl NaLMEHTOB.

UHO®OPMUPOBAHHOE COIJIACUE

OT odpuuManbHOro oneKkyHa nauneHTa (matepu) noay4yeHo
nUcbMeHHoe MHOOPMUPOBAHHOE AOOPOBOJILHOE corfiacue
Ha Ny6nnKaumio pe3ynsTaTtoB ero 06¢ief0BaHnsa U NeveHus,
ny6anKaumo ero nobpaxeHuin 18.10.2022.
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g Clinical Observation

KnuHunyeckKoe Ha6noaeHue

INFORMED CONSENT

Patient’s legal guardian (mother) had signed written informed
voluntary consent on publication of diagnosis and treatment
results, publication of his images (signed on 18.10.2022).

UCTOYHUK ®UHAHCUPOBAHUA
OTcyTCTBYET.

FINANCING SOURCE
Not specified.

PACKPBITUE UHTEPECOB
H.[. Bawakmap3e — 4TeHWe NeKuuh ansg KoMnaHuin
«Takepa», «CaHodn», <bnomapuH», <HaHonek», «<Kbesn.

H.B. ypkoBa — u4TeHMe neKkuuMn AOas KOMNaHuwm
«Takega», «CaHodW», <BUoMapwuH», <HaHoneK», «<HyTpuums».
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