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1 ®I'bOY BO «AcTpaxaHCKuMi FoCyAapCcTBEeHHBIN MEIUIIMHCKUI YHIBEPCUTET» MUHMCTEPCTBa

sapaBooxpaHeHns Poccurickont Pepepariuy, r. ActpaxaHb, Poccus;
2I'BY3 Acrpaxanckon obmacti «LleHTp oxpaHBI 30POBBSI CEMBI VI PEIIPOITYKIIVINL»,
r. ActpaxaHns, Poccus;
3I'BY3 AcrpaxanHckon obmacti «O0nacTHasI IeTcKas KIMHIYecKast OoIbHMITA IMEHM
H.H. Cywmmmeson», r. Actpaxans, Poccms

B pabome npedcmabBaena kaunuveckas u AA00pamopHaa Xapakmepucmuxa opgpanto2o 3abosebanus — my-
Konoaucaxapudosa I muna.

Leaw. ITpodemorcmpupobaniy kaunudeckutl cayyai cundpoma Xanmepa, Bv136annoeo mymayueil eena IDS.
Mamepuarvt u memoost. B pabome ucnoavsoBaisuce anamuecmuueckutl, KAUHUHECKUTL U AHAAUIMUYECKUTL
Mmemodvt. boiau usyuenv 0annsie ucmopuu 60Ae3HU, PesyAbmantvl KAUHUHECKUX, Aa00pamopHbLX 1 Moe-
KYAAPHO-2eHEMUHeCKUX UCCAC00BaHUTL.

Pesyavmamet. B Bospacme 6 mec. y peberxa 0bi4a 3a110003peHa AU30COMHAS 004e3Hb HAKoNAeHUA. JTuaeno3
Ovi1 noomBepaoen 8 Bo3pacme 7 mec: 00HApY*KeHbl NOBbIULEHHAA KOHYEHMPAUUS eAUKO3AMUHOAUKAHOB B
Moue, cHuxkeHue akmuBHocmu uoyporamcysvgpamassl. Memodom npsamoeo abmomamuyeckoeo cexberu-
poBanus npoBeden noanvil anarus eena IDS. TToayuennvle pesyavmanmst nodmbepousu ouaero3 «bosesms
Xanmepa (OMIM#309900) (NM 000202,8), X - cyensennsiii peyeccuBhoiil mun Haciedobanusn». B ox-
30He 7 eena obHapyxeH Bapuanm Hykieomuonoi nocaedobamevrocmu c.1000G>T (p.Asp334Tyr) 6 ee-
Musueomuom cocmosanuu, onucanuiii 8 oaze HGMD (Human Gene Mutation Database) kax namoeerHuii
(CM141183).

BuiBoowbt. [TpuBedennuiil kaunuveckuil npumep 0eMoHcmpupyen 603M0xKHOCHb NOCMAHOBKY 0UARHO3A 3a-
boseBanua 6 nepBoie MecAYbl KUSHU HECMOMPS HA 2eIMEPOLEHHOCHIb KAUHUHECKO20 (eHOMUNA Npu CUH-
Opome Xanmepa.

Pannssa ouaenocmuxa u cBoeBpemento Hauamas 3aMeCUmMeAvHAs (hepMenmHuas mepanus chocod-
cmByiom samedsenuto uiu npedombpaujenuio pasbumus neobpamumolx npoabienuii 3abosrebanus u, cae-
doBamenvHo, usMeHsAOM ecinecmBenHoe meueHue Mykonoaucaxapudosa II muna, umo nobviuiaem kaye-
cmBo KU3HU nayuenma.

AHaAU3 KAUHUYeCKUX cAy4aed nojesex npexoe 6cezo 045 npakmuieckoeo neduampuueckoeo coodujecmoa.
IoBviuenue ocBedomaenrocmu o MIIC II muna cpedu cneyuaiiicnio A64semcs 3HAUUMbIM (haKmopom
044 panneil duazHocmuxu u c6oeBpementoezo Hauala seueHus, cnocobcmbByem ne moavko npedombpauye-
HU10 npoepeccupobanus 3a604e6anus, HO 1 onpedeseHUI0 NPOSHOCUUECKUX ACNeKIob.

KatroueBoie cr08a: peberox, mykonoucaxapuoos, cunopom Xanmepa, KAUHUHeCKUT! CAYUALL, OUACHOCTHUKA.

BBenenue. HacnencreeHHass matoyorus co-
CTaBJISIET CYLLECTBEHHYIO JIOJIO B CTPYKTYpE JAET-
CKOM 3a00JIeBAEMOCTH, CMEPTHOCTH W MHBAJIHTH3a-
M. Tak, cormacHo maHHeIM BO3, 5-7 % HOBO-
POXIECHHBIX UMEIOT HACIEACTBEHHYIO MATOJIOTHIO.
B cBoto ouepens BpOXKACHHBIC U HACICACTBEHHBIE
00J1e3HH 3aHUMAIOT BTOPOE MECTO CPETH OCHOBHBIX
MIPUYMH CMEPTH JIeTeH TIepBOro rosa xu3Hu [1].

OpdaHHbIME SIBISIOTCS 3a00JI€BaHUS, KOTO-
phle HMMEIOT pAaCIpOCTPAaHEHHOCTh He Oolee
10 cmygaeB ma 100 000 macemenus. Yame 31O

JKU3HEYTPOXKAIOIIME HIIM XPOHUYECKHE ITPOrpec-
cupymome 3a00neBaHusl, TPUBOISIINE K COKpa-
IICHHUIO TTPOIOJDKUTENIEHOCTH KU3HHU HITH TTOKHU3-
HEHHOW MHBANMU3auK nanuenTos. K anuciy op-
(aHHBIX 3a00JIEBaHUN OTHOCHUTCS MYKOIIOJHCA-
xapuno3 (MIIC) — nmomumopdHoe, HempepbIBHO
mporpeccupylomniee 3abojieBaHue ¢ AcOTOM B
IIEPBbIE MECSILBI WU B IIEPBYIO IEKaNLy JKU3HU,
BBI3BAHHOE HApYIICHUEM CTYNIEHYATOTO paciier-
neHus rarko3amuHorukaHoB ([TAD) B nmm3oco-
Max, a BIOCJICJICTBUU BHYTPH U BHE KJIeTKH. Ha
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ceroaHsAIIHuM neHp onucanbl 7 Turnos MIIC: 1, 11,
L, IV, VL, VII n IX [2, 3].

MIIC II Tuna, wnu cuHApoM XaHTEpa,
HaCJIEyEeTCs 10 PELlECCUBHOMY, CLIETNIEHHOMY C
X-xpomocomoii tuny [4]. [1o aToli npuunHe nan-
Has TaTOJIOTHSl BCTPEYAEeTCs MPEUMYIECTBEHHO
Yy MaJIbYMKOB. SIBIISIeTCSl OTHOM M3 CaMbIX YaCThIX
¢opm MIIC. Curnpom 00yCIIOBIIEH MyTaIllUsIMHI
reda IDS, n1oxann30BaHHOrO Ha JIMHHOM IUIEYe
X-xpomocombl Xq28. M3MeHEHUST B TCHETHYE-
CKOM KOJ€ IPUBOJST K CHIKCHHIO aKTHBHOCTH
UAaypoHaT-2-cynb(daraspl, KOTOpas y4acTByeT B
NEpBOM 3Tane KaTaboju3Ma remapad- U JepMma-
TaHcynb(haTa. B pe3ynmpTare HEIOCTATOYHOHN aK-
TUBHOCTH HIypOHAT-2-Cyib(ara3sl BO3HUKAET
HakoruieHue ['Al" B mM30coMax NpakTUYECKH BCEX
THUIIOB KJICTOK Pa3JIMYHBIX TKAaHEH M OpraHOB, YTO
NPUBOAUT K KJIETOYHOMY NIE€PEHACHILIEHHIO, Opra-
HOMETAJINH, Pa3pyLICHUIO TKaHEH M HapyLICHHUIO
¢yHKIMH opraHoB. MIMEHHO STHM OOYCIIOBIIEH
HIMPOKUHA CHEKTP KIMHUYECKUX MPHU3HAKOB JaH-
HOT'O TSDKENIOro 3aboseBanms [5—7].

Cunnpom XaHTepa SBISIETCS XPOHUYECKUM,
MPOrPECCUPYIOLIMM MYJIBTHCUCTEMHBIM 3a00I1e-
BaHHEM, CBSI3aHHBIM C paHHEH MHBaJIMIU3aLMEH
Y CMEPTHOCTBIO MALIMEHTOB [8, 9]; BcTpeyaeTcs ¢
yacroroii 1,3 ciydas Ha 100 ThIC. MaJTbUUKOB Oe-
no#i pacel [4]. Knuanueckumu mposiBICHUSIMUA SIB-
JSIOTCA TaprowyIn3M, Makporedanus, MHOXKe-
CTBEHHBIE JM30CTO3bI, MAMyJIe3HbIE BBICHITIAHNUA,
YMEpPEHHBIH THIEePTPUX03, MOPAKEHUE CIIyXa U
3peHus, KOCTHO-CyCTaBHbIe Aedopmanuu (KHCTh
0 TUIY «KOTTHCTOM JIarbl», K03, CKOIHO03, JIe-
(bopmanus TpPyAHOM KIETKH U HIDKHUX KOHEYHO-
CTEeH, TYTONOJJBM)KHOCTh B CYCTaBax ), IOpaKeHUE
MapeHXMMAaTO3HBIX OPTaHOB, ITAXOBO-MOIIOHOY-
HblE W TYNOYHBIC TPBDKH, MPOTPECCUPYIOIINE
TICHXOHEBpOJIOTHYECKUe HapymeHus [6, 10].
Cunapom XaHTepa Mpe/CTaBIeH IByMs BapHaH-
TaMu TedeHUs: Tspkenast (popma (Heipomarnde-
CKas), COMPOBOXKJIAIOMIASICS BBIPAKEHHBIMU KO-
THHTUBHBIMH PacCTPONHCTBaMU, U Msrkas popma
XapaKTepHU3yIoIascs
HOPMAJIbHBIM WHTEJUIEKTYIbHBIM Pa3BUTHEM.

(HeneliponaTuyeckas),

BoBrieuenne B TATOJNOTHYECKHI IpoIIEeCC
CePACYHO-COCYIUCTON CHCTEMBI SIBIISICTCS OTHAM
U3 JOMHUHHUPYIOUIUX KIMHUYECKUX MPOSBICHUN
MIIC II. U3MeHeHus pOSIBASIOTCS B BUE JTUC-

(YHKUMHM KJIANAHHOTO ammapara cepAla, Mmopa-
JKEHHSI A0PTHI, TUIETPOPUUECKON KapJHOoMHOMa-
TUH, TAJIATallMOHHON KapJUOMHUOINATUU U Hapy-
meHust npopogumoctu [11, 12].

Hnst tsoxenoit popmst MIIC I xapaktepna ma-
HuecTanus 3adoneBanus B Bopacte 12—18 mec.,
ObICTpOe TporpeccrupoBaHue 3a0oJeBaHUs, PaH-
Hsis1 nHBayMan3anys. C enbio 3aMeJICHHS Tpo-
TpeccupoBaHUs 3a00JIEBAHMS BCEM IMAallMEHTaM C
MIIC II mokasana epMeHTO3aMeCTHTEIbHAS Te-
panus mpenapaToM uaypcyibdasa 6eta. [Ipu o1-
CYyTCTBUU CIIeNU(UIECKON Tepanmuul MPOIOTKA-
TEIHHOCTh KU3HU TAIMEHTOB HE IPEBBIIIACT
nBannatu jget. CMepTh BOHHUKAET B Pe3yibTare
peCIMpaTOPHBIX JHOO CEePASYHO-COCYIUCTHIX
ocnoxuenuii [13-15].

[lommoprannas mnonuMopdHas cUMITOMA-
THKAa 3HAYNTENLHO 3aTPYAHSIET KITMHHYECKYTO JH-
arHOCTHUKY JTAHHOTO 3a00JIEBaHUS, B CBS3H C YEM
OTHCaHNe KIMHUYECKUX CIy9YaeB Pa3IMIHBIX TH-
OB MYKOTIOJTUCaxapu103a 1 popM TeueHus 3a00-
JIEBaHUS MPEACTABISAET Oe3yCIOBHBIN HHTEPEC.

Onucanne KIMHAYECKOT0 cJrydasi. Manbuuk
C., 6 Mec. I3 anaMHe3a )KU3HU U3BECTHO, 4TO pede-
HOK POKIEH OT 3 OepeMEeHHOCTH Ha oHE yMepeH-
HOU npeskiiamiicuu. Ponpl 3-e, mpexxaeBpeMeHHbIE,
Ha 33-ii Hex. recTaluy, IMyTeM KecapeBa CEYEHHS.
Bec npu poxnennu 1600 r, poct 40 cM (duzuye-
CKO€ pa3BUTHE HIDKE CpPEIHEr0, TapMOHUYHOE),
otieHka o Anrap 7/7 6amto. C pokaeHus Ha UC-
KyCCTBEHHOM BCKapMJIMBaHUH. AJIIEPrHUECKUi
aHaMHe3 cHoKoMHBINA. HacnencTBeHHBINM aHamHe3
He orsromieH. OTMEYaroTcsl YacTble MH(EKIIMOH-
HbIE U pecrrpaTopHble 3a0oneBanus (2 pasa nepe-
©oJ1e11 THEBMOHHEH, HECKOIIBKO Pa3 OTUTOM).

C poxaenus (11.10.2022) mo 22.11.2022
HaXOJIMJICS Ha JICYCHNH B 00JIACTHOM IT€pUHATAb-
HOM IIEHTpe AJieKcaHApo-MapHHHCKOH 00JIacT-
HOW KIMHWYECKOM OONBHMIIE C JWAarHo3oM
«Bpoxnennas mHeBMoHUS. bpoHxonerouHas nuc-
TUIA3Usl HEJIOHOIIIEHHBIX, HoBas Gopma. [lepuna-
TaIbHOE TUINOKCHYECKU-UIIEMUYECKOe MOpaXKe-
mue [{THC, cuaapom yruerenns. Anemust. [pepe-
TuHonaTus. [laxoBo-MomIoHO4YHas Tpebka. Manas
aHOMAUTUSI Pa3BUTHS CEPIIa, OTKPHITOE OBAJIBHOE
OKHO. ATeneKTa3 JIEBOTO JIETKOr0 B aHaMHE3e
(26.10.2022). Tpansuropnas Oaxtepuemus. Ily-
nouHas rpsixa. HegonomeHHocts 33 Heq.».
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B Bo3pacTte 6 mec. 15.04.2023 ponurenu na-
[UECHTa CaMOCTOSATENIFHO OOpaTHJIMCH B NMPHEM-
Hoe otaeneHue ['bBY3 AO «I'b 3ATO 3na-
MeHCK». B mpuemMHOM OTAeneHnu pebeHoK ObLI
MIPOKOHCYJIBTHPOBAH BpadOM-TIEAUATPOM, BBI-
cTaBiieH Auaro3 «Octpas BHEOOI HIYHAS TTpa-
BOCTOPOHHSSI BEpPXHEAOJIEBas IMHEBMOHMS S2—
S3». Jleuenme mosydan amOylIaTOpHO, Ha3Ha-
YeHbl aMOKCHKJIaB, NaHLed, HHIAIALUY ITyJIbMU-
KopToM, amOpokcoi. Ha ¢one nedeHus cocros-
HHUE YIy4LIMJIOCh, Kallenb Kynuposaics. Uepes
Heckoabko aHeit (21.04.2023) cocrosHHuEe BHOBD
YXyIIINAIOCh, OTMEYEHO HapacTaHUE OJBIIIKH.
PonuTenu noBTOpHO 0OpaTUIIMCh B IPUEMHOE OT-
nenenne ['BY3 AO «I'b 3ATO 3namenck». Pebe-
Hok HampaeieH B IBY3 AO «OJKb wum.
H.H. Cunuiesoit». [1o TsskecTu coCTOSAHUS roc-
nutanuzupoad B OPUT Ne 2 ¢ nuarno3om «Arte-
JIeKTa3 BepxHeW nonu crnpasa? BepxHemonepas
MHEBMOHHUS crpaBa? bBpoHX00OCTPYKTHBHBIH
cungpomy. Hanee 24.04.2023 nmauueHT nepese-
JeH B MEAWAaTPUUECKOE OTAEJICHHE, IZIe Haxo-
nuicst o 03.05.2023 ¢ nuarno3om «bponxorne-
ro4Has AWCIUIa3us, HoBas Gopma. BuebonbHnY-
Hasl ocCTpas IPAaBOCTOPOHHSS BEpPXHEAOJIEBAs
nHeBMoHUs cpeaner crenenu. JH 0 cr. Ate-
JIEKTa3 BEpPXHEN 40U Mpasoro jerkoro. Ilocnen-
CTBUSl THUIOKCHYECKU-UIIEMHUYECKON 3HIIedao-
naTuv, CHHAPOM 3aJICPKKU MOTOPHOI'O pa3BUTHUA.
Masible aHOMallMd pa3BUTHS CEPJillA, OTKPHITOE
oBasibHOEe oTBepcthe. Tumomeranus. Ilaxoso-
MOIIIOHOYHAad Ir'pblXKa CJICBA. HYHO'-IHEIH TpBDKa».
BpauoM Ha OCHOBaHMU XapaKTEpPHOTO (EeHOTHIIA
Y 33JIepKKU HEPBHO-TICUXMYECKOT0 Pa3BUTHUS 3a-
M0JI03pEeHAa HacTIeICTBEHHAs 0oJie3Hh 0OMeHa Be-
mectB. [ uckmroueHust 6ome3Heil HaKOTUIEHUS
nabopatopuu
HaCJIEJICTBEHHbIX Oone3Heil oOmena @®I'BHY

MPOBEJCHO HCCIEOBAHHE B
«MenUKO-reHETUYECKUI Hay4HbIN LIEHTP HMEHU
H.IT. BoukoBa» (Mockea). MeToioM (hepMeHTO-
JUATHOCTHKH BBISBIICHO PE3KOE CHIDKEHHE aK-
TUBHOCTH WAYpOHATCYNb(aTa3sl B CyXOM IATHE
kpoBu 70 0,01 MxM/n/4 (Hopma 10-50 MkM/11/4),
Jlajiee BBISIBIICHO TIOBBIIICHNE DKCKPEINH JIepMa-
TaHcynb(haTa u remnapancyibdara ¢ modoit. Cre-
JYIOIIIMM 3TaroM Ha3Ha4YeHa MOJIEKYJISIPHO-TeHe-
TUYeCcKasl JTUarHOCTUKAa METOAOM IMPSMOTO aBTO-
MaTHYECKOTo cekBeHHpoBaHMs. [IpoBeneH mos-

HbIii ananu3 rena [DS. B sx3oHe 7 00HapyskeH Ba-
pUAHT HYKJICOTUIHONW  MOCIEA0BAaTENbHOCTU
¢.1000G>T (p.Asp334Tyr) B reMHU3UTOTHOM CO-
CTOSHMH, onucaHHbI B 0aze HGMD kak marto-
TeHHBIN. BpiIM 00CiIeIOBaHbl MaTh U CECTpa, KO-
TOpBIE SIBJISIOTCS HOCHTEISIMH JAaHHOTO Je]eKT-
HOT'O BapuaHTa.

C 12.07.2023 1o 27.07.2023 pebeHOK HaXO0-
nuics B HUKU nenuatpuu u geTckoil Xupypruu
nmenn akagemuka [O.E. Bemprumesa ®I'bOY
BO PHUMY wum. H.U. Iluporosa myis mHUITHA-
OUM TAaTOTCHETHYeCKOW (epMeHTo3aMecTH-
TenpHON Tepanuu. [lanmMeHT XOpouo mnepeHec
nBe MHOQY3UU U Jajnee MPOAOIDKHI JICUECHHE TI0
MECTY JKUTEIbCTBA. BhICcTaBneH quarnos «Myko-
nonucaxapunos Il tumn. bonesns Xantepay.

IIpu ocMmoTpe: cocTosiHuE CpeHEN TSKECTH,
00yCIIOBIIEHHOE OPOHXOJIETOYHON AMCIIa3uei u
HEBPOJIOTMYECKON CUMIITOMATHUKOM, HMEIOIIMMU
MecTo Ha (poHe ocHOBHOTrO 3aboneBanus. Ouzn-
YecKoe pa3BUTUE CpelHee, TapMOHUYHOE (Macca
9 xr, poct 78 cM). [1oK0KHO-KUPOBOIA CIIOM pa3-
BUT JOCTaTOYHO; Ha JIMLE, TYJIOBHUILE, KOHEUHO-
CTAX pacHpefcicH PaBHOMEPHO. OMOIMOHAIIb-
HBI (DOH TMONOXKHUTEIHHBIN. B 1mcuxoMoTOopHOM
pasBUTHU OTCTaeT. ['0JIOBY NEPKHUT yBEPEHHO,
B3I (DUKCUpYyeT, MepeBopavynBaeTcs Ha K-
BOT, CAMOCTOSITENILHO HE CUIUT. MEHUHTO3HAKU
orpunatensHble. O0pamaT Ha ceOs BHUMaHUE
rpyOble 4YepThl JUIA, PaCIIMPEHHBIE KPBUIbS
HOCa, MyxJible TyObl. KoskHbIE TOKPOBHI JIHIIA, TY-
JIOBHIIA, KOHEUHOCTEH OOBIYHOM OKpAcKu, yMme-
PEHHOM BIaXHOCTH, yncThie. Ha mekax npossie-
HUS 9KCCYTaTUBHO-KaTapajJbHOIO TUaTe3a B BUJIE
MOJIOYHOTO CTpymna. Bumumele ciusuctbie 000-
JIOYKH PO30BbIE, JOCTATOYHOW BIAKHOCTH, YH-
cteie. 3eB OyeqHBIN, YncThIi. Typrop Tkanen yme-
pennbiit. [lepudepryeckux orexoB HeT. [lepude-
prdeckre TuMQaTHIecKkue y3ibl (TI0T9eTF0CTHEIE,
MOIMBIIIIEYHbIE, TaXOBbIe) 1-T0 pa3zMepa, aacTud-
HBIE, TOJIBI)KHBIE, HE CMAsHBI MEXAYy co00i U
OKpy>KalommMu TKaHsamu. [lyrmouHoe kosb1o pac-
mmpero 10 1,5 cm. T'onosa okpyrioi (opmsi,
6ompmioi poxamyok 1,5%1,5 cM. I'pyaHast xinetka
nedopmupoBaHa ¢ 00koB. HibkHUE KOHEUHOCTH
6e3 ocoOeHHOCTEW. MBIIIEYHbII TOHYC MOBBI-
meH. HocoBoe npixanue cBobomHoOe, OTaeisie-
MOTO U3 HOca HeT. J[pixanue 0e3 ydacTHs BCIO-
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MoraTesnbpHOl MycKkynatypsl. [Ipu nepkycecun ot-
MedaeTcs JIETOUHBIN 3BYK; IIPH ayCKYJIbTAlH — B
JIETKUX >KECTKOE HbIxaHue, XpunoB HeT. Y/ —
30 BooxoB B MunyTy; SPO2 — 99-98 %. O6nacth
cep/ila BU3yalbHO HE U3MeHeHa. | paHuIbI OTHO-
CUTENIBHOM cepAeuHON TYIOCTH B Ipeenax BO3-
pacTHOM HOpMBI. TOHBI cepilla MPUIIIYIIEHBI,
PUTM NPaBUJIBHBIN, CUCTOIMYECKUI IIyM KOPOT-
KU, YMEPEHHBIN BIOJIb JIEBOTO Kpas TPydUHBL.
UCC - 120 yn./mun. A/l Ha pykax — 85/50 MM pT.
CT. ANINETUT COXpPaHEH, MNTAHUE yCBauBaeT. 3y-
00B HET. SI3bIK YHCTHIN, BIaXKHBIH. JKHUBOT MsT-
Kuii, 6€300J1e3HeHHBIH, Ha YPOBHE peOepHBIX YT,
JIOCTYTICH TITyOOKOo# nansnarun. [ledenp BICTY-
MaeT Ha 3 cM HU3-TIoA Kpas peOepHOU nyrH, sma-
cruyHor KoHcucTeHIMH. Cene3enka Ha 1,0 cm
BBICTYIIA€T M3-TIOA Kpas peOepHOM Iyru, sma-
CTUYHOM KOoHcUCTeHUUH. CHUMIITOMOB pa3apaxe-
HUS OpIOLIMHBI He BbIABIEHO. CTYIN peryisipHBbIi,
Karuiei, 6e3 maToIoruiecKux npumeceii. Moue-
MOJIOBasi CHCTEMa Pa3BUTA IO MYXCKOMY THILY,
npaBwibHO. [louky He mamenupyrorcsi. Moueuc-
MycKaHue cBoOogHOe, Oe30omesnerHoe. OTMeda-
€Tcsl IByCTOPOHHSISI IAXOBO-MOILIOHOYHAS TPBIXKA.

Pebenky ObLTH POBEIEHBI HHCTPYMEHTAIIb-
HBIE MCCIIEIOBAHMA.

[lo pe3ynpratam »3IEKTPOKAPAHOTPAMMEI:
YMEPEHHO BbIPpAXCHHAsA CHUHYCOBasd apuTMUA C
YCC 105-120 yn./MuH; HOpMabHOE MOJIOKEHUE
JIEKTPUYECKON OCH; HapylleHue (3amMeneHue)
IMPOBCACHUA UMITYJIBCA 110 HpaBOﬁ HOXKC ITy4YKa
I'uca.

[To pesynpTaram DX O-KapaIUOCKOMUH: Tpa-
BUJIBHO C()OPMHUPOBAHHOE CEPIIE; pa3Mepsl To-
JIOCTEeH, TOJIIMHA CTEHOK COOTBETCTBYIOT IIJIO-
oA noBepxXHOCTH Tena. llepenHsiss cTBOpka
MUTPAJIHHOTO KJIalmaHa yyInHeHa, 3aIHs YKOPO-
yeHa. CTBOPKH KJIalaHa YIUIOTHEHBI, YTONIIEHBI
MPEUMYIIECTBEHHO Ha KOHMax a0 3,0-3,2 mwM;
muTpaibHas peryprutanus I-1I cremenu (vena
contracta = 3,5 MM), SKCIIEHTPUYHAS, O 3a-
HIOIO CTBOPKY. TpuKycnuIanbHas peryprurauus
| creenn (vena contracta=1,7 M), JierodHas pe-
ryprutamus 0-1 crenenn. Cuctonmueckas QpyHk-
IUS1 JIEBOTO XKEITy109Ka coxpaHeHa. OpaKxiiust BbI-
opoca — 76 %, dhpaxius ykopouenus — 44 %. Ile-
pukapa 6e3 ocodbeHnoctell. CHCTOIMYECKOE aB-
JIEHHE JIETOYHON apTepun — 27 MM pT. cT. Marsle

AHOMAJIMM pa3BUTHUs cepaua. Tpu SKTOMHYECKU
pacnojoXKeHHbIe (InaroHaJbHbIE) XOPIbI B IOJIO-
CTH JIEBOTO Xemynouka. OTKpBITOE OBalIbHOE
OKHO B cTaauH 3akpbITus (1,0 MM ¢ peaxum jeBo-
MpaBbIM COPOCOM).

[To pe3ynpTaTam yapTpa3ByKOBOTO HCCIEN0-
BaHMsI OPraHOB OPIOIIHOW MOJOCTH: NPU3HAKU
renaToCIVICHOMETJINY, yBeJIMUeHHs U 1edopma-
UM KEITYHOTO Iy3bIpsi, TUIEPIUIA3UU HOATede-
HOYHBIX M OpBDKEEYHBIX JTUMQOY3IOB, YMEPEH-
HOE 0C1a0JieHNe KUIIEYHOH IIePUCTAIbTUKY.

Y 1bTpa3ByKOBOE HCCIEI0BAHHUE TIOUEK I1ATO-
JIOTHH HE BBISIBUJIO.

PeGerOK OBUT OCMOTpPEH Y3KUMH CIEIHAH-
cTamu (TTyJIbMOHOJIOTOM, Kap IHOJIOTOM, XUPYPIOM).

Ha ocHoBanuu pe3yibpTaToB J1a00paTOPHBIX
U MOJCKYIAPHO-TeHETUUECKUX HCCIIEeI0BaHUI
OBLT YCTaHOBJICH KIMHUYECKHUH TUarao3 «Myko-
nonucaxapunos Il tun. bonesns Xantepa. Cme-
LIEHUE HOCOBOM Meperopoiku BrOpaBo. ['umep-
Metponus ciaboit crenenn OU. Cunapom pac-
LIMPEHHOW 3KCKaBallMM IUCKa 3PUTEIBHOTO HE-
pBa. KuneBngHas nedopmaruisi TpyaHON KIETKH
I crenenu, cuMmMmerpuyHblid THM. JlereHepaTuB-
HBbIE W3MEHEHUS! MUTPAJILHOTO KJlalaHa CepAaLa.
HenocraTtouHocTs MUTpaibHOTO KilanaHa 1 cre-
neHu. Manass anomanus passutus cepana. Ot-
KpBITOE OBAILHOE OKHOM.

[uarnos comnyrcrByromuii «bponxonerou-
Hasl JMCIUIa3us, HoBas opMa, CpeHel cTereHn
TsoxecTH, nepuon pemuccun. JJH O cr. Ilocnen-
CTBHSI TUIIOKCHYECKU-HIIEMUYECKOl 3HIedano-
MaTHH, CHHAPOM 33J€PKKH MOTOPHOTO Pa3BUTHS.
JIByCTOpOHHSSI TTaXOBO-MOIIIOHOYHASI —TphIXKa.
IlynouHast rpeokay.

Pebenok ¢ 7 Mec. Ha4aJl PETYJSIPHO TIOY-
4aTh (EPMEHTO3aMECTUTENBHYIO TEPAIHI0 Ipe-
MapaTroM, COJEpKaIlM B KadyecTBE aKTHBHOTO
BeliecTBa uaypcyibdasy Oera. Ha ee done 3a-
(UKCHpPOBaHBI 3HAUUTEIHHBIE Pe3yJbTaThl. Pebe-
HOK CaMOCTOSITEJIbHO To1ien B 1 rox 2 Mec., cTaj
MeHbIIIe 00Tk, (PEHOTUITHIECKHE 0COOEHHOCTH
CTaJIM Msrde, HAMETHIIACh TOJIOKHUTEIbHAS AUHA-
MHKa B TICHXOPEYEBOM pa3BUTHH. B sHBape
2024 . mpou3Be/icHa Oepalys 1o yJaJIeHHUIO 1ma-
XOBO-MOILIOHOYHOM TPBDKH.

O6cyxaenne. B onucaHHOM KIMHUYECKOM
ClIy4ae y MaJlbyHKa B BO3pacTe 6 Mec. Ha OCHOBa-
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HUU 00BEKTUBHOTO OCMOTPA U JIAHHBIX, TIOJTYYCH-
HBIX C MOMOIIBI0 MHCTPYMEHTAJIBHBIX METO/OB
oOcnenoBanus, OBUT 3aMI0JJO3PEH MYKOIOJIHCaXa-
puno3 Il Tuma. BHenauii Buj peOCHKA B 3TOM
BO3pacTe XapaKTepu30Bajcs MpU3HaKaMH, CBOM-
crBeaHbiMH MIIC II Tuna: sk3o¢Tansm, pacmmu-
PCHHBIC KpBUIbS HOCA, MyXJIbIC T'yOBI, MO3/HEE
mpope3bIBaHne 3y00oB, KujleBUaHAS nedopMartus
rpyaHoii kieTku. Co CTOpOHBI BHYTPEHHUX Opra-
HOB oOpamaio Ha ceOs BHIMaHHE HaJINIne JBY-
CTOPOHHEH MMaxOBO-MOIIOHOYHOW TPBDKH, a
TaKkKe IMyIMIOYHON TPHDKU. BBISIBICEHHBIE MTOPOKH
cep/Ia, TenaToCIUICHOMET NS, TIOPaKeHHE JIeT-
KHX B COYETaHWUHU C BBIIICONUCAHHBIMHI CHMIITO-
MaMU TPUBEIH K PEIICHHUIO MMPOBECTU MPHUIIEITb-
HO€ WCCIIeIOBAaHUE /ISl MCKITIOYEHHUsT Oone3Heit
HAKOTUICHUSI.

Cranpaprom auarnoctuku MIIC II tuma
ABIsIETCS J1a00paTOPHOE ONpeaeieHue aKTHB-
HOCTH HIypoHAT-2-cyib(daTaspl, KoOJIH4Ye-
CTBEHHBIN U KaueCcTBEHHbIH aHanu3 'Al" Mmoun
U MOJIEKYJISPHO-TEHETHYECKHE HCCIIeIOBAHUS
rena IDS.

B omnmcaHHOM ciydae MOBBIIIIEHHE DKCKpE-
MU TemnapaHcynbdaTa W JepMaTaHcynbdara,
pe3Koe CHMKEHHE aKTUBHOCTH UAYPOHATCYIIb(a-
tazel B kKpoBu j0 0,01 MxM/n/gac sBIsLIHCH
pelaronMMi B MOCTaHOBKe auarHo3a «MIIC
IT Tunay.

Janee MeTooM MpsSMOTO aBTOMAaTHYECKOTO
CCKBCHHPOBaHU MIPOBCIACH MOJHBIN aHAINU3 reHa
IDS (NM 000202,8, ©Oone3npr XaHTepa
(OMIM#309900), X — creruieHHBIH pereccuB-
HBIH THIT HACJIenoBaHusA). B 3x30He 7 00HApYKEH
BapHaHT HYKJIEOTHAHON TOCIeI0BaTeIbHOCTH
c.1000G>T (p.Asp334Tyr) B reMHU3UTOTHOM CO-
CTOSIHHMHM, onucaHHBIA B 0a3e HGMD kak marto-
rerssiit (CM141183).

B pesysbTaTe MalibYuKy ObUT BBICTABJICH M-
arao3 «Mykomonucaxapuao3 Il tuma (6071€3Hb
XanTtepa)».

Takum oOpa3om, ObLIa OCYIIECTBIICHA PaH-
Hsisl TUATHOCTHKA 3a00JICBaHMUs, IPOBEICHA BEPHU-
(UKanMs MyTalluy U Ha3HAa4YCHA crienupuyeckas
(hepMEeHTO3aMeCTUTENIbHASL TEPAIHs, YTO MO3BO-
JIUT yJIYYIIUTH JBA OCHOBHBIX IMOKAa3aTels K-
3HH — KQYeCTBO U KOJIMYECTBO.

3akaroyenue. [IpuBeeHHBIN KIMHUYECKUN
ciay4yall JEMOHCTPUPYET BO3MOXKHOCTh IOCTa-
HOBKH AWarHo3a 3a00JIeBaHus B TIEPBBIC MECSITBI
J)KU3HU HECMOTpPS Ha IeTePOTeHHOCTh KIWHUYE-
cKoro (peHOTHIIa TIPH CHHIPOME XaHTepa.

Cnenyer OTMETUTb, YTO JUATHOCTUYECKUU
MOUCK IPU JAHHOU MAaTOJOTMU HE JOJDKEH Orpa-
HUYMBaThCA onpenenenreM yposHsa ['Al B Moue,
MMOCKOJIBKY MaHHBIN IMOKa3aTeNbh MOXKET OBITh HE
n3MeHeH, Hanpumep, npu MIIC IV, uro He uc-
kimouaer MIIC II. Kpome Toro, ypoens 'Al' B
MOYE€ MOXKET OBITh TIOBHIIIECH y OOIBHBIX JTFOOBIM
TUIIOM MYKOIOJIHCcaxapuno3a. B Takom ciydae
OH SBJISIETCSI NIEPBBIM JUArHOCTUYECKUM KpHUTE-
PUEM U AUArHO3 JOJIKEH MOATBEPKAATHCS MOJIe-
KYJISIPHO-T€HETUUECKUM METOI0M. B onmcanHoM
Cy4yae MOJEKYJISIPHO-TEHETUUECKUI aHau3 Bbl-
SIBUJI TEMU3UTOTHYIO Aenenuto rera IDS, koro-
past OblIa 3aperucTpUpOBaHa B MEXKTyHAPOTHOM
0a3e JaHHBIX MyTanui reHoB Yenoseka (HGMD).

Bepudukanus amarsosza mo3Boimia CBOe-
BPEMEHHO HauaTh 3aMECTHTEIbHYIO (DEepMEHT-
HYIO TE€paIuio, YTO 3HAYUTEIHLHO 3aMEIJTUT WK
MPEIOTBPATUT Pa3BUTHE HEOOPATUMBIX TIPOSIBIIC-
HUM 3a00jeBaHUsA U, CIIEIOBATEIBHO, M3MEHHT
ectectBeHHOe Teuenre MIIC II u moBBICUT Kaue-
CTBO JKH3HU IMaICHTA.

AHanmu3 KJIMHUYECKHX CIIy49aeB TIOJIE3CH
MPEXJIe BCETO IS MPAKTUIECKOTO TearaTpude-
ckoro coobmiectpa. [IoBbIIEHHE OCBEIOMIICHHO-
ctu o MIIC II cpenn criennaancToB SBIISIETCS pe-
maroIuM (GaKTOpoM TSk paHHEH JUarHOCTUKU U
JIeYeHUs, CIIOCOOCTBYET HE TOJBKO IMPEAOTBpa-
MIEHUIO TPOTPECCUPOBAHMS 3a00JICBAHSI, HO H
OTIPENICTICHUIO TPOTHOCTHYECKHUX aCTICKTOB.

Kongaukt nHTEpecoB. ABTOPHI 3asBIISTIOT 00 OTCYTCTBUH KOH(IMKTa HHTEPECOB.
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MUCOPOLYSACCHARIDOSIS TYPE 2 (HUNTER SYNDROME):
CASE STUDY

A.A. Antonova !, E.I. Kashirskaya 1, I.V. Soprunova 2, L.P. Makukhina 3, G.A. Yamanova !

1 Astrakhan State Medical University, Ministry of Health of the Russian Federation,
Astrakhan, Russia;
2 Center for Family Health and Reproduction, Astrakhan, Russia;
3 Regional Children’s Clinical Hospital named after N.N. Silishcheva, Astrakhan, Russia

The paper presents clinical and laboratory characteristics of an orphan disease - mucopolysaccharidosis
type 2.

The aim of the paper is to demonstrate a clinical case of Hunter syndrome caused by a mutation in the IDS
gene.

Materials and Methods. Anamnestic, clinical and analytical methods were used during the trial. The au-
thors analyzed patients’ medical history, the results of clinical, laboratory and molecular genetic studies.
Results. At the age of 6 months, the child was suspected of having a lysosomal storage disease. The diagnosis
was confirmed at the age of 7 months: increased concentration of glycosaminoglycans in urine and de-
creased activity of iduronate sulfatase were detected. Direct automated sequencing was used for the com-
plete analysis of the IDS gene. The results confirmed the diagnosis of “Hunter disease (OMIM#309900)
(NM 000202.8), X-linked recessive type of inheritance”. In exon 7 of the gene, we detected a variant of the
nucleotide sequence c.1000G>T (p.Asp334Tyr) in a hemizygous state, described in the HGMD (Human
Gene Mutation Database) as pathogenic (CM141183).

Conclusion. The clinical example demonstrates that it is possible to diagnose the disease in newborns de-
spite the heterogeneity of the clinical phenotype in Hunter syndrome.

Early diagnosis and timely enzyme replacement therapy slow down or even prevent the development of
irreversible manifestations of the disease and, therefore, change the natural course of mucopolysaccharidosis
type 2, improving patient's quality of life.

The analysis of clinical cases is useful primarily for the practical pediatric community. Increasing aware-
ness of MPS type 2 among specialists is a significant factor for early diagnosis and timely treatment. It
helps both to prevent disease progression and to determine prognostic aspects.

Key words: child, mucopolysaccharidosis, Hunter syndrome, clinical case, diagnostics.
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