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HECOBEPLUEHHbIA OCTEOTEHE3:
KINTMHUYECKUW CNYYAN
Nytdynnuna P.A.', bongbipeBa A.M.?

HayuHbiii pyKoBOAHUTENb: JOLEHT, K.M.H.
liapagytanHosa J.P.

Kadeapa HeoHaTonorun KWA3 um. H.O. dunatosa
®rAQY BO [Mepsblit MITMY nm. .M. CeyeHoBa
MuH3aapasa Poccum (CedeHoBCKMiA YHUBEPCUTET)
"PHUMY um. H.W. Muporosa
2MIMIMY mm. .M. CeyeHoBa

AKTyanbHocTb. HecoBeplueHHblit ocTeoreHes (HO)
npepcTasnseTr cob6oii peAKkoe reHeTMyecku onocpe-
JOBaHHOe 3a6ofieBaHUe COEJUHUTENbHON TKaHW, Bbl-
3BaHHOe B nojasnsiolleM 6onblnHcTBe cydyaes (90%)
myTaunamu B reHax COL1AT n COLTA2, oTBETCTBEHHbIX
3a CMHTe3 KonnareHa 1 Tuna, KNMHUYECKU NposBAsieTcs
MHOXECTBEHHbIMU NepesioMamu KOCTER U Nporpeccu-
pylowuMn gedopmauyumsamu ckeneta. 3abonesaemMocTb
HO coctaBnset okono 1 cnyyas Ha 10-20 TbicaY XuBO-
POXJEHHbIX, 0AHAKO, BBUAY BbICOKOI BapnabenbHOCTH
KNWHUYECKOW CMMNTOMATUKM [JaHHOe 3aboneBaHue
MOXET 0CTaBaTbCA HEANArHOCTUPOBAHHbBIM, YTO YBEHU-
yuBaeT (haKTUYECKYH pacnpoCTpaHEHHOCTb 3aboneBa-
HuA.

Llenb. [leMOHCTpaunua KNMHUYECKOro cnyyas pefKko-
ro Hac/ieACTBEHHOro 3aboneBaHus — HecoBepLUeHHOro
ocTeoreHesa n nU3yyeHune 0CO6EHHOCTEN KJIMHUYECKOW
KapTUHbI U NOAXOA0B K €ro jie4eHuto.

KnuHnyeckuit cnyvai. MauneHTka A., aeBouka, po-
Aunacb OT TpeTbeil GepeMEeHHOCTH, NpoTeKaBlueii: B
| TpuMecTpe ¢ yMepeHHbIM TOKCMKO30M, Npu cpoke 8
HefeNb XEeHWMWHa NepeHecna rpunn ¢ runepTepmuen,
HaxoAnnacb Ha ambynaTopHOM NeyeHnu, nonyyana Bu-
TamuHoTepanuto. MNpu CKpuHuHre | TpuMecTpa — Hop-
ma. Bo Il TpumecTpe npu CKpUHUHIE ANArHOCTMPOBaHbI
MOPOK pa3BuUTus naofa u ckenetHas gucnnasus. B Il
TpMMecTpe npoBoAunacb BuTamuHoTepanusa. OT 3-x
CBOEBPEMEHHbIX PM3nonoruyeckux pogos. Macca tena
npu poxgexun 3290 r, gnuHa Tena 49 cM, OKPYXHOCTb
ronosbl 36 CM, OKPYXHOCTb rpygHon knetku 33 cM.
Ouexka no Anrap 6/7 6annoB. CocTosHue pebeHka npu
pOXAeHuN Taxenoe. B pogunbHoM 3ane npoBojuamnch
MeponpuATuA: pecnupaTopHas Tepanus continuous
positive airway pressure (CPAP), canauus BAI. Ha 20
MUHYTE XXWU3HW B TSXeNOM cocTosiHuu Ha CPAP B yc-
NOBUSX TPAHCMOPTHOrO KyBe3a B COMPOBOXAEHUU pe-
aHMMaUMOHHOI Gpuradbl AeBovka Gbina nepesBejeHa
B OTAE/NIEHMe peaHuMauuMn M WHTEHCMBHOW Tepanuu
(OPUT). CocTosiHMe pebeHka npu nocTynneHun B OPUT
TAKENOE 3a CYET AbIXaTeNbHbIX HapyLIeHWid, MHOXe-
CTBEHHbIX BHYTPUYTPOOHbIX NepenomoB kocTei. [pu
MepBMYHOM OCMOTpE OTMEYaNncb NPM3HaKK nepenoma
npaBoii 6efpeHHoI KOCTH, CUMNTOM «(heTpoBOiA LWNS-
Mbl» NPU Nanbnauumn 3aTblIOYHOW KOCTU. M0 AaHHbIM
PEHTTEHONOrNYECKOro UCCNe0BaHusA BbIIBNEHbI Npu-
3HaKM BHYTPUYTPOBHOro nepenoma npasoit 6epeHHoii
KoCTu 6e3 NpM3HaKOB KOHCONMAauuu. Pe6eHok 6bis1 oc-
MOTPEH XMPYProM u TpaBMaTos0roM-opToneaom, bbiia
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npoBeAeHa UMMOOMAN3ALNSA HUXKHENA KOHEYHOCTH No
lWepe. Takxe N0 JaHHbIM pPeHTreHorpaguu BbisBMEH
nepenoM AMCTanbHOro OTAeNa nnevyeBoii KOCTH, 6bina
npoBeAeHa UMMO6UNU3ALMA NEBOI BEPXHE KOHEYHO-
CTW no [le3o, oTMeyanucb NPU3HAKKU MEPEHECEHHOro
BHYTPUYTPOGHO nepesioMa JNieBoil 60nbwe6epLoBoii
KOCTH n 8-0ro u 9-oro pebep crnpaBa ¢ 06pa3oBaHueM
KOCTHOW M030N1. B cBSI3n ¢ 601€BbIM CUHLPOMOM pebe-
HOK noJslyyan aHanbretuyeckyo tepanuio (Sol.Tramadoli
5%, LledekoH). Ha 16 cyTKM XU3HM (C.X.) BbITSXEHUE
MpaBoi HWXHeW KOHEYHOCTU M UMMOBMAU3ALUS NEBO
BEPXHEN KOHEYHOCTU CHATbI, C NMOCNEAYIOWMUM PEHT-
reHONI0OrMYeckMm KoHTponem — B cpefHeit 1/3 6onb-
webepLoBO U ManobepuoBOi KocTel onpepensinach
pedpopmaums ¢ YTONLEHMEM KOPTUKANbHOMO CJIOS.
MNpaBas 6eapeHHas KOCTb fehOpMUPOBaHa, B CpefHei
1/3 BM3yanusupoBasncs yyacTOK MOBBILIEHHON NOT-
HOCTM 6e3 uyeTKux KoHTypoB. [poBogunacb Andde-
peHuManbHass LMarHOCTMKA MeXAY HeCOBEpLUEHHbIM
OCTEOreHe3oM, CUCTEMHOMN KOCTHOW AuUcnnasnein NHoro
reHesa. C uenbto ucknwvenus runodocdarasnein npo-
BEJlEH KOHTPONb YpoBHA docdopa, Kanbuus, WeNoYHOI
tbocdaTasbl — nokasatenn B npefenax HOPMaTUBHbIX
3HayeHuii. 0TMEYanocb CHUXEHWE YPOBHA BUTaMWHA
[l, 6bina HasHayeHa nepopasnbHasa [oTauusa BUTaMUHA
[13. PebeHOK OCMOTpeH reHeTUMKOM, NPOBELEHO reHe-
TUYECKOEe UccnejoBaHne — METOLOM NOJTHOSK30MHOTO
CEKBEHMPOBAHUS BbiSIBJIEHA MUCCEHC-MYTaLus B reHe
COL1A2, yTo nNopTBEPAUSIO AMArHO3 HECOBEPLUEHHbIN
ocTeoreHes. 3a nepuog HabnofeHUs oTMevyanacb no-
NOXWUTENbHas [UHAMMUKA KIMHWUYECKOTO COCTOSIHUSA B
BMAE KOHCONUJALMN NEpesioMOB; NoKasaTenu Cepaey-
HOIi M AblXaTeNbHON CUCTEMbI, HEBPONOrMYECKOro CTa-
Tyca 3a nepuog HabNoLeHns 0CTaBaauCb CTabubHble.
JleBouka BbinucaHa JOMOW Ha 27 C.)K. B CTabUNbHOM
COCTOSIHUM, Ha CBOBOAHOM FPyAHOM BCKapMUBaHWUY, B
Bece npubaenana.

O6cyxpenue. [inarHo3 HO BbicTaB/ieH Ha OCHOBa-
HUM [aHHbIX aHaMHe3a (aHTeHaTaNbHO AMArHOCTUPOBa-
Ha CKeNeTHas Jucnnasus), XapakTepHbiX KIIMHUYECKNX
M PEHTreHONIOTMYECKUX MPU3HAKOB (MHOXECTBEHHble
nepenombl KOCTeil), KOHCYNbTaluii cneyuannucToB, Mo-
NeKynApPHO-reHeTMYECKOro aHanuMsa MeToAOM napan-
NeNbHOro0 CeKBeHMpoBaHus (MyTtauus B reHe COLTA2).
CnepyeT nofyepkHYyTb HEo6X0AMMOCTb CBOEBPEMEH-
HOIi npeHaTaNbHOW AWArHOCTMKU JaHHOro 3abonesa-
HUS, MapLIpyTM3aLum 6epeMeHHON, MynbTUAMCLUNIN-
HaApHOro NoAxoAa ¢ NpMBJiIeYeHNEM Bpayei pasinyHbIX
cneunanbHOCTel:  3HAOKPUHOMOrOB, KapAWONOroB,
nynbMOHONOrOB, XMPYpProB U TpaBmaTonoros-opTone-
A0B Npyu BeLeHUU NaLMEeHTOB C HECOBEPLLEHHbIM OCTe-
oreHe3oM. OCHOBHOe HampaB/ieHWE NeYeHUs — CUM-
nTOMaTMyeckoe, Tak Kak cneuuduuyeckas Tepanusa B
HacTosiLee BpeMs oTCyTCcTBYeT. [IporHo3 3a6oneBanus
CBSAI3aH C pecnupaTopHbIMU, CEPAEYHO-COCYAUCTbIMM, A
TaK)Xe MOCTTPaBMaTMUYECKUMMU OCNIOKHEHUAMMU.

3aknioyeHnune. [puBefieHHbIA KNMHWUYECKMNIA cryyvail
AEMOHCTPUPYET NPUMEP FEHETUYECKOro 3a60NeBaHus,
peliKo BCTpeyarlLerocs B NpakTUKe Bpaya HEOHaToNo-
ra u NOAYEpKMBaeT BaXXHYH PONb aHTeHaTanbHON fua-



THOCTUKU N MEeJLUKO-TEHETUYECKOrO KOHCYIbTUPOBaHUS
CEMbW A0 NNAHUPOBaAHUSA Creaylolleii 6epeMeHHOCTH
BC/IEACTBME MMEIOLEerocs pucka NoBTOPHOrO poOXJe-
HMA 60NIbHOTO pebeHKa.

BPOXXAEHHAS BEJIOK-TEPAIOLL A
SHTEPOIMATUA, CBA3AHHAA
C MVTALI,VIEVI B FrEHE DGAT1
Xypasnesa U.B., llpaBocnaeHas 0.B.

HayyHble pykoBOAHTENN: [OLEHT, K.M.H.
HembsinoBa T.I,, K.M.H. KocTromMapoBa E.A.

Kadenpa rocnuTanbHo neguaTpumn M. akagemmka
B.A. Tabonuua Nd
®rAQY BO PHUMY nm. H.W. Muporosa MuH3gpaBsa
Poccum
'bY3 ropoaa Mocksbl KB nm. H.®. dunatosa A3M

BeegeHue. BpoxjeHHas Genok-Tepsiolas 3HTEpO-
naTus, cBsidaHHas ¢ MyTauueit B reHe DGAT1 (OMIM
#615863, DIAR7) — peakoe ayTOCOMHO-pELECCUBHOE
3aboneBaHne U3 rpynnbl BPOXAEHHbIX fuapeil, OCHOB-
HbIMU KJIMHUYECKUMU NPOSBNEHUAMN KOTOPOro ABAS-
I0TCA BblpaXXeHHbI AWapeiHblii CUHLPOM C MOBbILIE-
HUEM YPOBHS MNasMeHHbIX GeNKOB B Kane, Tsxenas
TUMONPOTENHEMUA U BENKOBO-3HEpPreTMyeckas Hepo-
CTaTOYHOCTb. 3aboneBaHue XapaKkTepusyeTcs paHHeW
MaHubecTaumeil B BULEe yNOpHOIA Luapeun u/unn peoTsl,
CBA3@HHON C NMPUEMOM MULLK, @ TaKxke TAXKeNbiM npo-
rPeccupyolmm TEYEHNEM C Pa3BUTUEM XKUBHEYTPOXa-
IOWMX OCNOXHEHU (feruapartauus, gucéanaHc anek-
TPONUTOB, TAXEeNas HYTPUTUBHAs HEAOCTATOYHOCTb)
MpW OTCYTCTBUM CBOEBPEMEHHOMN JMAarHOCTUKMN U afiek-
BaTHOrO JIeYeHUS.

len DGAT1, pacnofoXxeHHblik Ha 8-l Xpomocome
(diacylglycerol acyltransferase enzymes 1) KogupyeT CuH-
Te3 AvauunrnuueponaumntpaHcdepasol 1 (DGAT1) —
€4MHCTBEHHOrO (epMeHTa, KaTann3upyowero 3aknto-
YMTENbHYK peakuuilo pecuHTesa TpuauuirnuuepuHa
B aHTepouuTte. MyTauum B reHe DGAT1 npuBoAAT K ya-
CTUYHOWN MNIWM NONHOI noTepe PYHKLUU OJHOMMEHHOTO
¢depMeHTa, NMNOTOKCMYECKOMY CTPECCY IHTEPOLMTOB,
06yCIOBNIEHHOMY M306bITOYHBIM HAKOMAEHWEM NUNKA-
HbIX CY6CTPATOB (AMALUTIMLEPUHA U KUPHBIX KUCIOT),
PasBUTMIO anoONTOTUYECKOW 3HTeponaTuu, NPoABAsIO-
Lencs BblpaXeHHbIM fuapeiHbIM CUHAPOMOM.

BnepBbie 3aboneBaHue 6bin0 onucaHo B 2012 roay.
Ha ceropHsiliHWiA feHb B MuUpe M3BEeCTHO 6onee 20
KJIMHUYECKUX CNy4yaeB BPOXAEHHOWH 6enok-Tepstowei
Amnapewu, cBaszaHHON ¢ MyTaumen B reHe DGAT1. B oTeye-
CTBEHHOI NnuTepaType AaHHOe 3a6oNeBaHue paHee He
ONnUCbIBaNoCh.

KnuHnyeckuit cnyyai. Manbuuk M., B Bo3pacTte 6
Mec. nocTynun B neguatpuyeckoe otaenenue ArKb nm.
H.®. dunatoea [13M c xano6amu Ha 06U/bHbIE CPbITU-
BaHuWsA, Anapero, He4oCTaTOYHYI0 NPUBaBKy Macchl Tena.

PebeHok 0T 340poBOIi MaTepu 24 net u oTua 27 net
C OTSArOLWEHHbIM aHaMHe3oM (ncopuas; oxupenue I
CTeneHu; Jo 2-x NeT 4yacTo OTMeyancs HeopopMAeH-

Hbli CTYN W OTCTaBaHWe B (U3NYECKOM PasBUTUM, B
HacTosilee BpeMs NEPUOAUYECKN BO3HUKAKT 3MNMU30-
Abl AMapeu, no JaHHoMy nosofay He o6cnefoBan). O Il
6epemenHocTu (I — B 2018 ., cU6C feBOYKa, 340p0OBa),
npoTeKaBsLlUen C Yrpo3oii NnpepbiBaHUA Ha BCEM NpPOTA-
XeHum, Il camocTosTenbHblXx pofoB Ha 39-n Hepene.
Macca tena npu poxaeHun 3300 r, pocT 54 cm.

MepBble 2 Hepenu XM3HW pebGeHOK HaXxopuncs Ha
rPyAHOM BCKapMAMBaHUK, Xanob He 6bino. B Bo3pacTte
3-X HefileNb ManbymK 6b1N1 NepeBeieH Ha UCKYCCTBEHHOE
BCKapMJiMBaHWe afanTUpPOBAHHON MOSIOYHOI CMEChHIO,
nocne Yero cTanan 0TMeyaTbCsA 06MNbHbIE CPbIrTMBAHNS
nocne kopmnenuid. Ha ¢poHe HEOZHOKPAaTHOW CMeHbI
pasnnyHblXx cMeceit (Ha OCHOBE KO3bero MoJioKa, aHTH-
pednoKCHbIX, 6€31aKTO3HbIX, TMAPONU30BAHHbBIX, aMU-
HOKUCJIOTHbIX) M MOMbITOK BOCCTAHOB/IEHUS TPYAHOIO
BCKapMJIMBaHUA, CPbIrMBaHUSA COXPaHAAUCH U NOABUI-
CA AnapeiiHblii cuigpoM. MNMpubaBka macchl Tena 3a 3
MecALa XWU3HKU cocTaBuna Bcero 650 r. (runoTpodus
Il cTeneHu, feduuuT maccol Tena 28%). MNpu o6cneno-
BaHWUM MO MecTy XuTenbcTea (. [POo3HbIil): runonpoTe-
nHemms (o6wmit 6enok 35,7 r/n), runoanb6yMuHeMus
(anb6ymuH 21,7 r/n), noToBas npo6a — oTpuULaTesbHas;
anactasa-1 Kana — B HOpPMe, PEHTFeHKOHTpACcTHOe Uc-
cnepoBaHune XXKT — 6e3 naToNornyeckux UsMeHeHui.
Bbinn ucknoyeHbl xupypruyeckas natonorus (kKuweu-
Hasi HENpPOX0AMMOCTb, MOPOKMW Pa3BUTUA OpraHoB XKKT)
n MykoBucLMA03. Ha poHe NporpeccUBHOIO YXyALWEHNS
cocTosiHUS B Bo3pacTe 3,5 Mec. pebeHoK 6b1n1 rocnuTa-
NU3MPOBaH B OTAeNeHMe peaHUMaLun U UHTEHCUBHOI
Tepanuu (OPUT) ArKB um. 3.A. bawnseoii 43M ¢ Ha-
npaBnsAWMM AUarHo3oM: Tsxxenas 6e1KoBO-3HEpreTH-
yeckas HefoCTaTOYHOCTb, HeyTOYHeHHas. CocTosHue
Npu NOCTYNAEHUN TAXKeNnoe, 06ycnoBNeHHOE rMNoTPo-
dwueiilll ctenenn (Bec 4100 T, ageduumnt Maccol Tena 34%).
OTMevanuch runonpoTenHemus (06iwuii 6enok 42,8 r/n),
runoanbbymuHemus (anbbymun 27,5 r/n), cteatopes llI
TUNa (KMPHbIE KNCNOTbl — MHOTO, HEATPaNbHbIN XUp —
MHOFO, COJIM XWUPHbIX KUCJIOT — MHOFO), MOBbIEHUE
ypoBHA (ekanbHoro al-aHTutpuncuHa (2250 wmr/n).
MpoeeaeHa IPIAC ¢ 6uoncueit cnU3UCTOin NYKOBUL b
12-NepCTHON KMWLWKW, aHTpanbHOro OTAena Xenygaka,
HUXKHEI TpeTu NuIWeBoLa, Ha KOTOPOW GbinK BbISBEHDI
AYOLEHUT, 6ynbbut, cybaTtpoduueckas aHTeponaTus c
0YaroBOi BaKyonusauueil NOBEPXHOCTHbIX IHTepouM-
ToB. 10 pesynbTaTaM MMMYHOTMCTOXMMUYECKOIO UC-
CnefoBaHMa UCKNKOYEHA 60Ne3Hb BKIIOYEHUS MUKPO-
BopcuHok. Ha poHe neyenus B ycnoeusix OPUT (nonHoe
napeHTepasnbHOe NUTaHne, MHdy3umu anbGyMmuHa) cocTo-
siHWe nauueHTa cTabunmsuposanoch (npuéaska Macchbl
Tena 3a 9 pHeit coctasuna 200 r). Jns ganbHerwero
neyeHuns u obcnefoBaHna pebeHOK B Bo3pacTe 6 Mec.
Obln nepeBefeH B neanatpuuyeckoe otaenenue ArKb
uM. H.®. dunatoea A3M.

CocTosiHMe Npu NOCTyNNeHuu Tsxenoe, runotpodus
Il cTenenn (Bec 4320 r, aeduumt maccol Tena 43 %),
3aflepXKa NCUXOMOTOPHOrO Pa3BUTMA, NMPU3HAKK pa-
XuTa. B TeyeHUe HECKONbKUX AHEi pa3BUCA OTEYHbINA
cuHgpom. Cpefn nabopaTopHbIX OTKAOHEHUIA — runo-
npoTenHemus (06wuii 6enok 43 r/n), runoanbGymuxe-
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mus (anb6ymuH 23,3 r/n), aHemus nerkoii ctenenm (Hb
97r/n), runeptpuranuepuaemus (Tpurnuuepuabl 1,25
MMosb/n), cteatopes |l Tuna. Mo pesynbTatam npose-
JIeHHOro obcnefoBaHusA UCKIOYEHbl: 6onesHb Banbj-
MaHa M COCTOSIHMS, COMpPOBOXJaloLnNe BEHO3HbIM 3a-
CTOEM B KMLIeYHNKeE. bblio npoBeieHO NONHOIK30MHOE
CEKBEHWUPOBaHUE, N0 pesynbTaTaM KOTOPOro BbifB/EHA
rOMO3WroTHas Aeneuuns yyactka XxpoMocomsbl 8, 3axBa-
TbiBatowaa obnactb 1 u 2 3k30HoB reHa DGAT1, nocne
yero yCTaHOB/IeH OKOHYaTeNbHbli guarHos: benok-te-
psloLLas IHTEeponaTus, CBA3aHHasA C MyTauueii B reHe
DGAT1.

B KkayecTBe naTOreHeTUYeCKOro MeToja nevyeHus
HasHauyeHa AMEeTa C HU3KUM COLEpPXaHWEM Xupa. IH-
TepanbHO pebeHOK MNoJsiyyan CMECb, C MOHWKEHHbIM
COAEpPXaHWEM ANNHHOLENOYHbIX U BbICOKMM YPOBHEM
cpeAHeuenoyeyHbix Tpurnuuepugos (MoHoreH). Oc-
HOBHOE KOJINYECTBO XXUPOB U XUPOPACTBOPUMbIX BUTA-
MWHOB BBOZMNOCH NapeHTepasbHo (npenapat KabueeH;
BUTaMuHbl A, D, E) B 06x0 aedekTHOro Meta6onusma
B KMweyHuKe. Ha hoHe neyeHms JOCTUrHYTa MOMOXKMU-
TefibHas AMHaMuKa B BULE OTCYTCTBUSI CPbIrMBAHUN U
Anapeu, 3HaunTenbHOW NpubaBkn Maccol Tena (B 1 roa
3 mec. Bec 8000 r), HopmanusaLun YpoBHs o6LLero 6en-
ka (54,5 r/n), anb6ymuHa (35,0 r/n), nokasateneit Konpo-
rpammbl. BBeieHbl NpoAYyKTbl NPUKOPMA C OTFPaHNYeH-
HbIM COAEpPXaHMeM XMPOB. Pe6eHOK BbiNUCaH AOMOIi B
YAOBNETBOPUTENIbHOM COCTOSHUM.

3aknioueHune. Ha npumepe npeacTaBNEHHOrO KJIMHU-
YyecKoro cnyyas NnpoAeMOHCTPUPOBAHO TeYeHUe peaKo-
ro reHeTUYeckoro 3abonieBaHusi U3 rpynnbl BPOXAEH-
HbIXx gnapeii. OTcyTcTBME cneynduyeckmx CUMNTOMOB
Jenaet fJaHHYI HO30/10T 10 MarH030M UCKoYeHUs. Y
MayMeHTOB C HEOOBACHUMON Auapeen, CONPOBOXAato-
wenca notepeii 6enka yepes XKT u runonpotenHemueii
JOMKHa ObITb 3aN0f03peHa reHeTMYeckas naTonorus.
YuutbiBas TAXeNoe TeyeHue 3aboneBaHUa C HayaaoM
B FPYLHOM BO3pacTe, paHHAA AMarHOCTUKa C Mpume-
HEHUEM MONEKYNSPHO-TEHETUYECKOrO WCCNeA0BaHuA
ABNIIETCA XXM3HEHHO Ba)XXHON AN1A fLaHHOI Fpynnbl nayu-
€HTOB. Ha ceroaHAWHMii AeHb He CYLLeCTBYeT METOS0B
noBbiweHns akTuBHocTM DGAT1. OcHOBHOW Tepanes-
TUYECKON TaKTUKOIA, Mo3BonsitoLleli [OCTUTHYTL 6na-
ronpuaTHbIX UCXOAO0B, ABAAETCA MoAUdUKaUNSA ANETb
C OrpaHWMyYeHWeM MULLEBbIX XUPOB A0 MEPEHOCUMMOro
YPOBHS, @ TaK)Xe NapeHTepanbHoOe BBEAEHNE NMMNUAHbIX
cybCcTaHL M.

TEPANMUA ﬂETCKOVI ®EBPUJIbHO
NMPOBOLUPYEMOW 3MUJIENTUYECKOM
SHUEDANONATUN BZTIOKATOPOM
IL-PELLENTOPOB
Casenbes 0.11., Kpetos B.B., Monosuy C.TI.
Hayunbiii pykoBogutenn: npogeccop, j4.M.H.

KysenkoBa JI1.M.
OrAY «HMWL 3popoBbs fetei» Munaapasa Poccun
AktyanbHoctb. FIRES (Febrile infection-related

epilepsy syndrome) — cuHApPOM TsXenoi anunenTuye-
CKOM 3Huedanonatum y peteil WKONbHOIO BO3pacTa,
06YyCNnoBNEHHbI NpefLecTBYyOWEl MHQeKLelh unm nu-
XopafKkoii. CUHAPOM nposiBNseTcA anuNenTUYeCKUMU
MPUCTYNaMun y paHee 3[0pOBbIX AeTeil Npu Hanuunm nu-
XOpafAKu UK CNycTS HECKONbKO JHE nocie ee Havyana.
B kayecTBe Tpurepa BbiCTynaeT MHPEKLMOHHDI areHT.
MpoAomKUTENbHOCTb NUXOPaAKU C MOMEHTa Havana
3a601eBaHNA [0 Pa3BUTUSA SNMMNENTUYECKUX NPUCTYNOB
coctaBnseT 2-14 pHeii. ANM30Abl UMeKOT (OKaNbHbIiA
WNU reHepann3oBaHHblii xapakTep, B TeueHue 24-36 ya-
COB TpaHcopMUPYIOTCA B ANMNENnTUYecKmii ctartyc. Na-
ToreHes FIRES HensBecTeH. OCHOBHYIO ponb B peanusa-
LMK 3a60neBaHNs OTBOAAT HAPYLIEHUAM, CBA3aHHbIMU
C pasBMTUEM BOCNAUTENbHOIO OTBETA MaKPOOPraHus-
Ma, U fanbHeinleMy BTOPMYHOMY NOBPEXAEHUIO TUMno-
Kamna B pesynbTaTe NPOJOJIKUTENIBHOrO anunenTuye-
CKOro cTarTyca.

OnucaHue KnuHuyeckoro cnyvas. [loctynana pe-
BOYKa 8-Mu fieT ¢ anarHosoM: «HeiipogereHepaTuBHble
3a00neBaHNs: BEPOATHbIA ayTOMMMYHHbIA 3HUeda-
nut. FIRES». BBUAY TAXECTU COCTOSHMUA, HapacTaHus
KNMHMKM nopaxenus LIHC n dapmakopesMcTeHTHOro
3MUNENTUYECKOro cTaTyca, KOTOPbIA pasBuacs nocne
nepeHeceHHon WHheKuMU c runepTepMueil, pebeHok
rocnutanusuposad B OPUT HU3J. Mpu noctynnenuu
oTMeyvaeTcs (pebpunbHas nuxopagka, snunenTuyecknii
cTaTyc, nabopaTopHO — NoBblWeHKUe peppuTuHa u UI1-6,
oTpuuaTenbHble MapKepbl ayTOMMMYHHbIX 3aboneBa-
HWIA, BbiIBNEeHWe NONUKNOHanbHbIX IgG B nukBope U
CbiBOpPOKe KpoBu (Tun cuutesa 1). Mo gaHHbiM MPT —
CTPYKTYPHblE M3MEHEHWUS B ruUmnokamnanbHblXx 06na-
cTax. Takum 06pa3oMm, MauueHTy C NONOXUTENbHBIMU
Mapkepamu Hecneunpuyeckoro cCUCTEMHOro BoOcMa-
NIeHMs U OTpuLaTeNbHbIMU pe3ynbTaTaMn aHan3oB,
yKasblBalOIWMX Ha ayTOMMMYHHYIO 3TMONIOTUIO 3abone-
BaHUA, 6611 nocTaBneH anarHos — FIRES. Knunuueckuit
cnyvaii npefcTaBnsieT MHTEpec C TOYKW 3peHus Tepa-
MMM LaHHOM NaTonorun. INUAENTUYECKME NPUCTYMb
COXPaHANNCb, CTPYKTYpPHble W3MEHEHUA TOJIOBHOIO
Mo3ra MporpeccupoBanyi HeCMOTPS Ha MPOBOAUMYIO
MPOTUBOCYLOPOXHYIO TEPANMIO C UCNOJIb30BAHMEM Ce-
AaTuBHbIX npenapaTos, nynbc-Tepanuto [KC, BBeaeHue
UI u npoBeaeHne nnasmoo6MeHa. Perpecc 3a6onesa-
HUS BblN JOCTUTHYT NOC/ie BBEAEHUSA B CXEMY Tepanuu
npenapata AHakWHpa, aHTaroHucTta peyentopa IL — 1.

3akniovyeHne. KnuHuueckuin cnyyvait unnioctpupyet
ponb 6nokaTtopoB peuentopos IL npu Tepanuu 3abone-



BaHUiA, pasBUTHE KOTOPbIX 06YCI0B/IEHO Hecneuupuye-
CKUMM BOCNANNUTENbHbIMU haKTOpaMm, pe3UCTEHTHBIX K
CTaHAapTHbIM METOZIaM IeYEHHSA.

no3aHAa AUArHOCTUKA CUHAPOMA
AU DKOPIKU Y MALIMEHTA
C TETPAZLON ®ANNO
baromepoBa K.K.
HayyHbiii pykoBoguTenn: accucteHT MenbHuk C.H.

Kadbeapa neanaTpuu u JETCKOR Kapanonorum
OrBY «C3rMY um. N.N. MeuHukoBa» MuH3apaBa
Poccuu

AKTyanbHocTb. 3a60NeBaHNe HacnegyeTcsa No ayTo-
COMHO-JOMUHaHTHOMY Tuny B 5-10% cnyvaes, fo 93%
aeneunin 22 xpoMocoMbl Bo3HMKaeT de novo. YacToTa
BcTpevyaemocTi B mupe 1. 3000-6000. Mo3aHAs pua-
FHOCTMKA CMHAPOMa CMOCOBCTBYET Pa3BUTMIO TAXENbIX
KNMHUYECKUX NPOSIBNEHNIT 6ONE3HW.

Llenbto HacTosiweit pa6oTbl BbICTYNaeT NoBbllWeHNe
OCBE/JJOMNEHHOCTM O ;JaHHOM 3a60/1eBaHUM Bpayeii pas-
NUYHBIX NMpodunein [N CBOEBPEMEHHOW AMArHOCTUKM
CL[, BapuabenbHOCTb KNMHUYECKUX NPOSABIEHNI Tpe-
6yeT MpUMEHeHWe NOAUAUCLMMNINHAPHOIO KOMMJIeKc-
HOro noaxopa. Bcem naumeHTaM ¢ KOHOTPYHKaNnbHbIMMU
nopokamu cepjua Heo6X0AUMO MCKNOUYNUTb CUHAPOM
Jneneumn 22-ii XpoMOCOMbl, NPOBOAUTb MNOAPO6HbIN
c60p CeMeNHOro aHamMHe3a U CBOEBPEMEHHY0 MONEKY-
NAPHO-TEHETMYECKYD BepuuKaumio, Tak Kak paHHee
HasHauyeHuWe afeKkBaTHOI Tepanuu obecneynBaeT Nyy-
WK NnporHo3 y nauuentos c CA M.

Cuugpom [Ou Oxopaxu (CAL) ABnaetcs nepBuy-
HbIM UMMYHOaeduuMTOM U3 rpynnbl CATCH 22 (Cardiac
defects, Abnormal facies, Thymic hypoplasia, Cleft palate,
Hypocalcemia, del 22) — sa6oneBaHusi, CBi3aHHbIE C
XPOMOCOMHbIMU aHOManusMu, B CeLCTBUM Aeneuuu
ANVHHOTO Njeya OAHOW Konuu 22-i xpomocombl — del
22q11.2 B Knaccu4yeckoMm NOHATUK 3TOT CUHAPOM Npea-
cTaBnAeT co60it KOMNIEKC CUMNTOMOB, COCTOALLUN U3
naToNOrMK NMLEBOro ckeseta (paclyefiMHbl TBEpPAOro
He6a), BPOX/EHHOTO MOpoKa cepAua, UMMyHozebuum-
Ta BC/IeACTBWe runonnasuu (annasmu) TMMyca u runo-
Kanbumemun. BpoxaeHHble MOPOKK cepaLla ABNATCS
OCHOBHOW NPUYUHOW CMEPTHOCTU Yy 3TUX NALUEHTOB U
BKJIOYAlOT KOHOTPYHKaNbHble NOPOKK: TeTpaga ®anno,
aedekT MeX)KenyaouykoBOW Meperopogku, OTKPbITbINA
60TannoB NPOTOK, AYNAMKaLUsA AYru aopTbl, KOApPKTa-
LM a0pThl.

MpuBegeH cnyyail COBCTBEHHOIO KJMHWYECKOTO Ha-
6noaeHns pebeHka ¢ cuiapomom Ou Oxopaxu. Maym-
eHT M., 2013 roaa poxaeHus, pe6eHoK oT TpeTbeit 6epe-
MEHHOCTM, NpoTeKaBLIEei Ha POHE Yrpo3bl NPepbIBaHuS.
B nepnoge HOBOPOXAEHHOCTH bbl1a BbisiB/IeHa TeTpaja
®anno, NnpoBOANNOCHL ONepaTUBHOE NeyeHne B 3 Mecs-
ua. Pe6eHok Habntogancs opToneaoM ¢ AMarHo3om 60-
nesHb LUnperens, nyNbMOHONONOM C AUAarHO30M-peLm-
AVBUPYIOWMIA 6poHXKT. C 2 Ao 5 neT nonyyan 6asnucHyto
Tepanuio nynbMukopT 500 MKr/cyT, Ha (oHe KOTOpoM

coxpaHsancst 6poHX006CTPYKTUBHbIA CUHAPOM NpU pe-
CNUPaTOPHbIX MHDEKLMAX, KOTOPble 6bIN C YacTOTOl
5-6 pas B rog. Mpu ocMoTpe obpawanu Ha cebst BHU-
MaHue: HU3KOMNOCAaXeHHbIe YW, TMNoniasnsa Kpblibes
HOCa, «B3AEePHYTbIi» KOHYMK HOca. [pu nabopaTopHOM
o6cnefloBaHUM OTMeYanacb nuM@oneHus, ocTanbHble
nokasaTeNn 6blaiM B Npefilenax HopManbHbIX 3HAYEHUH,
B TOM yucne Ca 06Limii M MOHU3UPOBaHHbINA, Ig A,M,G,E. B
Bo3pacTe 9 net npoeegeHa KT OTK, rae BnepBeble 6bi1a
onucaHa runonniasus TUMyca, B CBA3M ¢ YeM 6b1J10 Npo-
BEJIEHO reHeTUYECKOe UCCNe0BaHNE B XO,e KOTOPOro
Obina BbisiBNeHa geneuns 22q11.2 v 6611 NOCTaBNEH Au-
arHos cuHgapom Au xopaxu.

3aknioveHue. [laHHblii KJIMHUYECKMIA cnyvail Ha-
FNAAHO NOKa3blBaeT CHOXHOCTb AWArHOCTUKU 3TOrO
3ab0neBaHuA, Tak Kak B €ro KJWHMYEcKoil KapTuHe
npeo6naparT Hecneyupuyeckne CUMNTOMbI: KJIMHUKA
BPOXJEHHOro NopoKa cepfjua, KoTopas coyeTaercsi €
T-KNeTOYHbIM UMMYHOAEDULUTOM.

Knioueeble cnoea. Mo3fHAs AWarHocTka, CHHAPOM
On [XopAXu, nepBuUYHbIe UMMYHOAEDULUTDI, NHPEK-
LIMOHHbIE OC/IOXHEHMS, BPOXAEHHDII NOPOK cepaLa.

Jiuteparypa:
1. KnuHuyeckne pekomeHnaauun CUHAPOM Aeneuun 22 Xpomo-
combl (cuHapom [n Meopra (Au xopaxn)), 2018 T;
2. Hukutuna N.A., Lon E.T, UnrenbHuk C.B., Mosec B.I, Enruna
C.M., PynaeBsa E.B. KnuHnyeckuit cnyyai cuHapoMa aeneunn

xpoMocombl 22Q11.2 (Cuxapom Au Oxopaxn) //Matb u AuTs
B Kys6acce. 2020. No1(80). C. 44-47

3. Agarwal, Manisha & Kumar, Vivek & Dwivedi, Aradhana. (2022).
Diagnosis of 22q11.2 deletion syndrome in children with
congenital heart diseases and facial dysmorphisms. Medical
Journal Armed Forces India. 10.1016/j.mjafi.2022.05.014.

4. Cortés-Martin, J.; Pefiuela, N.L.; Sdnchez-Garcia, J.C.; Montiel-
Troya, M.; Diaz-Rodriguez, L.; Rodriguez-Blanque, R. Deletion
Syndrome 22q11.2: A Systematic Review. Children 2022, 9,
1168. https://doi.org/10.3390/children9081168

KPOBOU3JINAHWUE B BELLLECTBO
r0JIOBHOIo0 MO3rA
Y HOBOPOXXJAEHHOI0 PEBEHKA
lecTepukosa E.[i.

HayyHblii pykoBoguTenb: 3aBegyiolas oT4eNeHneM
¢u3nonorun HoBopoxgeHHbIX JlaTpipéBa A.A.

FAY3 MO KnuHckas o6nacTHas 60/1bHULA, OTAENEeHNE
GU3NONOrI HOBOPOXIEHHbIX

BHYTpMMO3roBble KpOBOM3NUAHMA B AETCKOM npak-
TUKe BCTPEeYatTCa KpaiiHe pefiKo, U UX reHe3 BO MHOTUX
cnyyvyasx He iceH. OCHOBHbIMU MPUYMHAMM UX BOSHUKHO-
BEHMA CYNTAIOT POAOBYHO TPaBMy U acPUKCUIO B poaax,
remopparmyeckmnii CAHAPOM, HeMpOUH(EKLNK, OMYXONH
Mo3ra, apTepMoBeHO3Hble Manbdopmauun. OAHaKO B
KaX[,OM KOHKPETHOM CJilyyae reHe3 KPOBOM3NUSAHMIA
YCTaHOBUTb JOCTAaTOYHO CNOXHO. 06CnefoBaHue feTei
BCErga HauyuHaeTcs C NpoBeAeHUsi HelpocoHorpapum,
Kak Hanbonee AOCTYNHOro MeTofa uccnepoBaHus. 06-
Hapy>XeHue NaToNorM4YecKoro BHyTPUMO3roBOro ovara
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ABNAETCA NOKasaHWem K AajbHeileMy NpUMEHEHUH
MeTofioB NiydeBoit Buayanusaumn (KT, MPT). Paccmo-
TPUM CNefyownii KNMHUYECKUIA cnyyai.

llesouka M. pogunacb 13.12.2022 B poAUSIbHOM
pome ropoga KnuH ¢ maccoin tena 4120 r u gnvHon
Tena 54 cMm. Martb, 36 net, ¢ A (Il) pesyc-nonoxuTenb-
HOM rpynnon KpoBU, UMeeT OCNIOXHEHHbIA coMaTuye-
CKWA aHaMHe3: HOCUTEeNlb BMpYyca MPOCTOro repreca,
LMTOMEranoBUPYCHOW WH(EKLMUM, TOKCONna3mosa M
cTpagatowas runepmetponueii. U3 akywepcko-ru-
HEKO/IOrMYeCKOro aHamHe3a M3BECTHO, YTO fAaHHas
6epeMeHHOCTb TpeTbsl, POAbl BTOpble. bepeMeHHOCTb
npoTekana B MepBOM NEPUOJE C YTpo30ii NpepbiBaHus,
BO BTOpoM — nepeHecna OP3 ¢ Temnepatypoit 37,5°C.
Poabl CpoYHble, CaMOMpPOM3BOJIbHbIe, B TOJIOBHOM
npeanexanun. MpojomKUTENbHOCTb POAOB: NMEPBbIif
nepuos — 3 yvaca, BTopoii nepuof — 20 MuHyT. bes-
BOAHbIA nepuop — 1 yac 50 MuHYT. OKOnonnoAHbIe
BOJbl — CBET/blE.

Pe6&HOK poAMUNCs AOHOWEHHbIM, OLleHKa No WwkKane
APGAR — 8/9 6annoB. 3akpuyana cpasy, Kpuk rpom-
Kui. CocTosiHMe pebEHKa Npu NepeBofe U3 POAUIBHOTO
3ana yA4oB/eTBOPUTENIbHOE, LiBET KOXHbIX MOKPOBOB —
po30BbIi. [pefBapuTeNbHbIA AUArHO3: NEPUOS, PaHHEN
ajanTauuu; LOHOLWEHHbII, C KpYNMHOW Maccoii Tena.

C 13.12.2022 pebEHOK Haxoaunca B oTpeneHunn ou-
3M0JTIOTUM HOBOPOXAEHHBIX COBMECTHO C MaTepbto. Ha
BTOpble CYTKM B NJIaHOBOM MOPAAKE 6blf0 NPOBELEHO
YNbTPa3BYKOBOE MCCNEAOBaHNUE FONIOBHOIO MO3ra, rae
Obln BbISB/IEH 0Yar, Pe3KO MOBbILWEHHbIA N0 3XOreHHO-
CTHW, C HEPOBHbIMM YETKUMM KOHTYpaMm, HeNpaBUIIbHOI
OKpyrnoit GopMmbl B N06HOI Aone cnpaBa pasMepoM
44,8x38x42 MM. Take 0TMeYEHO He3HauYnTenbHoe CMe-
LeHNe CPefMHHbIX CTPYKTYP FOJIOBHOTO MO3ra cnpaBa
Hanego. MNepepHuii por NnpaBoro 60KOBOro Xenyaoyka
HECKONbKO KOMNpuMUpoBaH. XenyaoukoBas cuctema
FONIOBHOTO MO3ra He funaTupoBaHa. PucyHok 6oposf
avddepeHUMpoBaH B NOMHOM 06bEMe. [pyrux aonon-
HUTE/bHbIX 06pPa30BaHMii He BbIBNIEHO.

15.12.2022 peBouyka M. 6bl1a NPOKOHCYNbTUPOBAHA
peaHumMatonorom. Mpu ocmoTpe: pe6EHOK B CO3HAHUM,
aKTUBeH, nosa Gusmonornyeckas, rnasa oTKpbIBaeT, Ha
OCMOTp pearupyeT noBbllleHneM ABUraTeNbHO| aKkTuB-
HOCTWU, KPUK TPOMKUIA. [pu KpUKe HENOCTOSAHHbIN Tpe-
Mop noabopogka. Pednekchl BbI3bIBAOTCS, MblLIEYHDI i
TOHYC QU3M0IOrnyeckmnin. boNblON POAHNYOK 2X2 CM,
He HanpsxéH. 3paukn D=S, boTopeakums xusas, coapy-
XecTBeHHas. Cygopor, anHoa 1 04aroBon HeBponoruye-
CKOI cumMnToMaTuku HeT. KoxHble noKpoBbl 61efHO-po-
30Bbl€e C NErKMM CYOMKTEPUYHBIM OTTEHKOM.

13 nabopaTopHbIX METOL0B UCC/Ief0BaHMS BbiBNE-
HO: caxap KpoBu 3,5 MMO/b/N, reMorno6uH 163 r/n, aHu-
30LMTO3 (++), NOAKUNOLMUTOS (++).

YunTbiBas UHCTPYMEHTANbHbIE flaHHbIE U OTCYTCTBUE
KNMHUYECKUX NMPOSBNEHMIA, peBEHOK 6blN NepeBefEH Ha
3 cyTkn B 'BY3 MO MOLIOMJ, ropog Jlio6epubl B Helipo-
XUPYPruyeckoe oTaeneHue ansa fanbHenLwero neveHms
u obcnefoBaHus.
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21.12.2022 — 6bino nposefeHo KT ronoBHoro mMos-
ra, rae 6110 BbIIBIEHO MAaCCMBHOE NapeHXMMaTo3Hoe
KpPOBOM3NUSAHNE, 3aHMMaloWee JI0O6HYI A0, YacTb
BWCOYHOMN U TEMEHHON Jonei cnpasa. Ho B cBA3K C OT-
CYTCTBMEM KJIMHWUYECKUX NPOSIBNEHUIA Pe6EHOK B Heil-
POXMPYPrMyeckon NOMOLLM He HYXJaeTcs.

06Kt NporHO3 Npy BHYTPUMO3TOBOM KPOBOU3NSA-
HUWN OTHOCUTENbHO He6NaronpusATHbIA. BoaMoxHO no-
SIBNEHWE HEeBPONIOrNYECKUX PacCcTPoiiCTB U UHBANUAM-
3auus pebexka.

PaccMOTpeHHbI KIUHWUYECKWA cnyvyail NoJ4YEpKuU-
BaeT BaXHOCTb nposefeHus Y3M ronosHoro mosra B
YCNOBUAX POAMNBLHOTO JOMa, Tak Kak MHOTHe 3aboneBa-
HUSA Y OTHOCMTENbHO 61aronoNyyYHbIX AeTel NpoTeKaT
6eccuMnTOMHO.

KNUHWUYECKUIA CNYYAN NEYEHUA
XOHAPOBJIACTOMbI BEAPEHHOW
KOCTHU
Ckasbiw A.B.

HayyHblii pyKoBogHTENb: 3aBeAyI0Last OTHEeNeHHEM
TPaBMaTo/IOTHH H OpPTONe4HH,
Bpay-TpaBmartosnor-optonej lasnosa ..

O®rAQY BO Mepeblit MTMY um. V.M. CeveHoBa
MuH3sapasa Poccun (CeyeHoBCKMIA YHUBEPCUTET)
bY3 ropoaa MockBbl «Mopo3oBcKas aeTckas
ropoAcKas KiMHuyeckaa 6onbHuUa [lenaprameHTa
3[1paBoOXpaHeHns ropoaa MockBbl»

NauneHTtka A., 17 net. C deBpansa 2021 roaa oTMeva-
na 6onm B 06nacTi NeBOro KoneHHoro cycTaea. 11.06.21
CaMOoCTOSITeNbHO BbiNonHMNa MPT neBoro KoneHHoro
cycTaBa: yMepeHHbIA CUHOBMUT, KUCTO3HOe 0bpas3oBa-
Hue 19x14x15 mm. O6patunack B Mopososckyto Kb
Cc )xanobamu Ha 6011 B 06nacT N1eBOro KOJIEHHOTO CY-
crasa. [1pu npoBegeHuun KT neBoro KoJieHHOro cycrasa
C KOHTpPAacTHbIM ycuneHunem ot 12.08.21: B natepanbHOM
MblLLenKe 6epeHHOI KOCTW ONpefensnoch KNCTO3HOE
06pa3oBaHNe C YETKUMU HEPOBHbIMKU KOHTypamu, 6e3
NPU3HaKoB ckneposa, pasMepoM 16x19x19mm. KopTu-
KanbHbli CNOW CO CTOPOHbI CYCTABHOW NOBEPXHOCTH Ha
MpoTsHXKeHUn 11MM 6blN1 Pe3KO UCTOHYEH C yyacTKaMu
MOJIHOro OTCYTCTBMA ero BU3yanusauyuu. Mocne seefe-
HWA KOHTPAcTHOro npenapaTta B AaHHOM Yy4yacTKe ero
HaKOMJIEHUS He BbISIBNEHO.

MaumeHTKa 6bina rocNMTann3MpoBaHa B OTAENEHUE
TpaBmaTonorum u optonegun Mopososckoit [AIKB.
13.09.21 BbINONHEHA TPENAHOGMONCUS HAPYXHOTO MbI-
LLenKa neBoii 6epeHHOI KOCTH, NOJTYYEH OTBET: XOHA-
po6nacToma.

XoHppo6nactoma — 9T0 pejikasi, 406POKAYeCTBEH-
Has OnyXxosib KOCTU. JleyeHue TONbKO XUPYPrUYeckoe,
XapakTep W o6bEM onepauun 3aBUCAT OT pasmepa U
foKanusauum OMyXoiu: KIOpeTax C nocneaywlLlei
KOCTHOI# NNacTukoii (3amelleHne fedeKkToB ayTo- Uiu
annoTpaHcniaHTaTaMu) MAKM KpaeBas pesekuus Ko-
CTH, 3aTEM YaCTUYHOE IHAOMPOTE3UPOBAHME CyCTaBa.
HepocTaTkoMm CyLW,ecTBYHOWMX METOAOB JIEYEHUS XOH-



Apo6nacToMbl AIBASIETCA HeW3BexHoe pasBUTUE OCTe-
0apTpuTa B CNyyae, eciim obpasoBaHMe PacnonoXeHo
cy6xoHgpanbHo. Kak mpaBMAoO B [aHHbIX CUTyauuax
HEBO3MOXHO BbINOJIHUTL pajuKanbHylo onepauunio 6es
MOBPEXAEHUSI BHYTPUCYCTAaBHOTO XpALLA, YTO CHUXKAET
KayecTBO )XXM3HM B OTLANIEHHOM MocjieonepaluoHHOM
nepuoge.

B JaHHOM KAWHWYECKOM cliyyae C Y4eToM foka-
NnU3auMM  XOHAPO6IacTOMbI M 3aMHTEPECOBAHHOCTM
XpslLa KIOpeTax C KOCTHO nnacTUKOW 6bl1 JLOMONHEH
METOANKOW ayTONOrMYHOIo MaTPUKCUHAYLMPOBAHHOTO
xoHaporeHesa (AMIC). AMIC TexHonorus o6blYHO UC-
noNib3yeTCca NpW NOCTTPAaBMaTUYECKUX MOBPEXAEHUAX
Xpsila u xoHgponatuax. OHa coyeTaeT MUKpoppaKTy-
PUpPOBaHKUE KOCTM C 3aKpbiTUEM AedeKkTa CyCTaBHOro
XpsilLa KoNiareHoBoi MeM6paHoil, KoTopas BbicTynaeT
Kak maTpuua ansa nponudepaunu u anddepeHUnpoBKH
Me3eHXWUMaJbHbIX CTBONOBbIX KNeTok. Mem6paHa yaep-
XMBAET KPOBAHOI CrycTOK BHYTpM AedekTa, paccachl-
BaeTCs B TeyeHne 6-24 Hepdenb, OCTaBMSAS HA CBOEM
MecTe HOBYIO XPALLEBYIO TKaHb.

B xone onepauuu 6bina BbIMONHEHA 3KCKOXJieauus
XOHAPO06/1acTOMbI, CTEHKM 06pa3oBaHus 6blan 06pabo-
TaHbl KOArynaTopoMm, 3atem 6ypoM, BbINOJIHEHO MUKPO-
dpakTypupoBaHue. NMonocTb 6bia 3an0NHEHA KOCTHbIM
ayTOTpaHCNNaHTaTOM M3 Kpblna NeBoit NoAB3AO0LWIHOI
KocTu. 30Ha fedeKTa cycTaBHOrO xpsLa 6biia 3aKpbiTa
KonnareHoBOM MeM6paHoi, o6paboTaHa GUOPMHOBLIM
kneem. [locneonepauuoHHbIA Nepuof npoTtekan 6es
0C0beHHOCTel. BblNno AOCTUTHYTO ynyylleHne cocTos-
HUS B BUAE KYNMpoBaHMA 60N1eBOro cuHapoma. Mauyu-
eHTKa 6blna BbiNucaHa B yA0BNETBOPUTENbHOM COCTO-
SHUN.

B HacTofwee BpeMsa nauuMeHTKa HaxoauTCa nog Au-
HaMWYECKUM HabNIOAEHNEM, XKanob He UMeeT, ABUXe-
HUA B KOJIEHHOM CyCTaBe BOCCTAHOBJ/IEHbl B MOJHOM
o6beme. Ha KT neBoro KoseHHoOro cycraBa, KOTOpoe
ObIN0 BbLIMOJIHEHO Yepe3 2 Mecsua nocfie onepayuu,
XWAKOCTU B CyCTaBe HeT, onpejensercsa nepecTpoiika
KOCTHOI# TKaHM B 30He NnacTMKW. Ha ocCHoBaHUW 3TOro
6bina pa3pelleHa oceBasi Harpyska. B HacTosLwee Bpe-
MS NauMeHTKa Havyana Gu3anyeckue Harpysku.

[aHHbI KNUHUYECKKWiA cnyyall L,eMOHCTpUpYeT BO3-
MOXHOCTb NPUMMEHEeHUs MeTO[O0B, HanpaBfEeHHbIX Ha
cOXpaHeHMe W BOCCTAHOBJIEHWE BHYTPUCYCTaBHOIO
XpAlWa, B NeYeHnu J06POKaYeCTBEHHbIX 06pa3oBaHuit
KPYMHbIX CYyCTaBOB.

KNUHWUYECKUWA CNYYAU NPUMEHEHUSA
HAKCUTAMABA B KOMBUHALL UK
C GM-CSF NPU PEQPAKTEPHOM
TEYEHUU HEUPOBIACTOMDI
Y NALMEHTA NOJAPOCTKOBOIO
BO3PACTA
Typuuna A.H.

HayyHbie pykoBogutenu:

PyxoBoguTenb rpynnbl no n3yyeHuio IM6PHOHaNbHbIX
onyxoneit HMUL] ArON um. iMutpus Porayesa,
K.M.H. llamaHckas T.B.

Bpavy-geTcKuii OHKONOr OTAeNeHHsl remaronorum/
OHKOJIOTHH CTapLUIero Bo3pacTa ¥ HeiPOOHKONOrHH
HMUL, ATON um. mutpus PorayeBa Pabaesa J1.J1.

TnaBHbiif Bpay HMUL] ATOU um.mutpus Porayesa,
AOLEHT Kagepbl OHKOIOrUH, reMaToNOrnu 1
nyyesoii Tepanun I1® PHUMY um. H.U. Muporosa,
K.M.H. JluteuHos [].B.

AKTyanbHocTb. [lauueHTbl NOAPOCTKOBOrO BO3pac-
Ta COCTaBASOT HEGONbLWYIO TPynny cpean Bcex peTen
c BepuMuMpOBaHHbIM AMArHO30M HellpobnacTtoma. B
[AaHHOW BO3pacTHOIi rpynne Heiipo6nacToMa xapakTe-
pu3yeTca ANUTENbHbIM, UHAONEHTHBIM TeYeHueMm, ped-
PaKTepPHOCTbI K CTaHAAaPTHOI MYNbTUMOAANbLHON Tepa-
MUK U KpailtHe He6NaronpusATHLIM NPOrHO30oM. B cBA3m
C yeM nouck 3GdeKTUBHbIX TepaneBTUYECKUX OMLMA,
B TOM YuUC/ie UMMYHOTepanus, ABNAeTCA KpaiiHe aKTy-
anbHbIM M HEO6XOAUMbBIM HaKTOPOM A BO3MOXHOCTU
YNyYLleHUa NporHo3a AaHHOI rpynnbl NaLUeHToB.

Llenn. MpeacTaBneHne KNMHUYECKOTO CAyYas ycnew-
HOV Tepanuu HakcuTamabom B Kom6GuHauum ¢ GM-CSF
B paMKax paclUMpeHHOro foctyna nauueHTy ¢ pedpak-
TEPHbIM TEYEHWEM Helipo6nacToMbl NOAPOCTKOBOrO
BO3pacrTa.

KnuHuyeckuii cnyvaii. Y pebenka 13 net sepudpnum-
poBaH AauarHo3 HuskopuddepeHumpoBaHHas Heipo-
6nacTomMa 3a6pIOLIMHHOIO MPOCTPaHCTBA CleBa, Me-
TacTaTMyeckoe NoOpaxeHue KOCTHOTO MO3ra u KocTen
ckeneta. Amnnudukauum MYCN, geneuyum 1p Het. 4
ctagua no International Neuroblastoma Staging System
(INSS), M cTagus International Neuroblastoma Risk Group
Staging System (INRGSS). [pynna BbICOKOro pucka.

WHuyumpoBaHa Tepanus AN NauMeHTOB Trpynnbl
BbICOKOr0 pucka B pamkax npotokona NB-2004, ko-
TOpas BKJ/KYana MWHAYKUWOHHYI XWMUOTEpanuio,
XMPYPruyeckoe feyeHne, BbICOKOJO3HYH Tepanuio C
nocnepyrolleit ayTonornyHoi TpaHcnnaHTaumei remo-
MO3TUYECKNX CTBONIOBbIX KNeToK (ayTo-TICK), nydyeByto
Tepanuto, n guddepeHUMpoBOYHYHO Tepanuto 13-uuc-pe-
TUHOEBOM KUCNOTOW.

JlononHUTENbHO Ha TKaHW ONyXonu 6bina BbiSBNEHA
myTauma AJIK F1174l, B cBA3KM ¢ YeM nauueHT nonyyan
TapreTHylo Tepanuio WHruéutopamu AJTK (LepuUTUHMU-
60M) napannesbHo ¢ XMMUoTEpanuei.

YuutbiBasi pedpakTepHoe TeyeHne 601e3HU Ha QoHe
MYNbTUMOLANbHOI Tepanum, NNOXoi NPOrHoO3 B rpynne



nauMeHTOB C HEpO61acTOMOIA BbICOKOTO pUCKa, Kpaii-
He NNOoX0i NPOrHo3 B rpynne nauueHToB cTaplue 10 ner,
a TakXe NpUHUMas BO BHUMaHWE faHHble Hay4yHoii nu-
TepaTypbl 06 3GHEKTUBHOCTU NMPUMEHEHNS UMMYHOTE-
panuu (MOHOKOHaNbHbIX aHTMTeN K GD2) y nayueHToB
C pedpaKkTepHbIM/PELNANBUPYIOLUM TEYEHNEM HENPO-
61acTOMbl, 6b1J10 NPUHATO MHAUBUAYATIBHOE PELIEHNE O
NpoBejeHNN Tepanun HakcMTaMaboM B KOMOGUHALKM C
GM-CSF, TemoanoM v LepuTMHM60M B KayecTBe aTana
MOCTKOHCONUAALUN.

Mocne 2-x KypcoB UMMYHOTEpanuu Bnepeble 3a BeCb
ANUTENbHLIA Nepuoj JleYyeHWss KoHcTaTtupoBaHa Bbl-
paXeHHasa NONOXWTeNbHas AWHaMWKa B BUAE YMeHb-
weHun 6annoB no Curie Score (nonykonuyectBeHHas
CMCTEMa OLEHKM MeTacTaTU4yecKoro pacnpocTpaHeHus
OMyX0/M N0 AaHHbIM cuuHTUrpadmmu ¢ MUABT) ¢ 25 go 3
N cHuxeHun ypoBHs HCE go 17 Hr/mMn (MHULWANbHbINA
YPOBEHb 226). Moce OKOHYaHUSA 8 KYpCOB IeYeHUs HaK-
cUTamMaboM KOHCTaTMPOBAH YaCTUYHbIA OTBET C Bbipa-
KEHHbIM YMeHbleHneM HakonneHua MBI B MeTacTa-
TUyecknx ovarax. MNepuog HabnLeHMs 3a NaLUEHTOM
cocTtaBnsert 24 mecsua.

06cyxpeHue. TeyeHue Helipo6nacToMbl y NOApoCT-
KOB OTNMYaeTCA 0T TAKOBOrO Yy feTeii 601ee Mnaglwero
Bo3pacTa. HecMOTps Ha 3HauyuTe/IbHO MeHee YacToe
BbifiB/ieHMe 6uonornyeckux GpakTopoB pucka B cTap-
WKMX BO3PACTHbIX FPynnax, MHOTUe U3 3TUX AeTel oT-
HOCATCS K rpynne BbICOKOro pUcka 3a CYeT NepBUYHOI
AMCCEMUMHALMM, TaKXe B GONbLWMHCTBE Cny4yaeB 3a60-
neBaHWe UMeeT CKNIOHHOCTb K Pa3BUTUIO MO3AHUX PELIn-
AuBOB. [1nf 60/bHbIX C HEPO6AacTOMOMN NOLPOCTKOBO-
ro Bo3pacTa OTCYTCTBYET OTAeNbHbIN e AUHbIA MOAX0A K
Tepanuu, Np1 3TOM NPUHLMNbI NEYEHMS, UICNOJb3YEMbIE
y NaLuMeHTOB MNaALWEro BO3pacTa, y Hux MeHee addek-
TUBHbI.

MpuBeAeHHbl HaMU KIIMHUYECKWIA cnyyvail aBnseTcs
NPMMEPOM TUMNYHOTO 6MONOTrMYECKOr0 NOBESEHMUSA HEl-
po6nacToMbl B BbIWEONUCAHHON KOTOpTe MaLWeHTOB.
HecMoTps Ha NnpMMeHeHne MyNnbTUMOJaNnbHON Tepanuu,
yAanocb nuWb cTabunmsupoBaTb TeyeHne 3abonesa-
HUA. YunTbiBasi pe3UCTEHTHOCTb ONYXOAW K CTaHAapT-
HOI Tepanuu, Bbi6paHa TaKTUKa anbTepPHaTUBHOIO Cu-
CTEMHOrO fle4yeHnss — NPUMEHEeHUs MOHOKJIOHANIbHOIO
aHTuTena k GD2.

LlenbimM psafoM KIUHUYECKUX UCCIef0BaHMIA NOKa3a-
HO yBennyeHue apPeKTUBHOCTN TEpaNUn NP1 UCNOJb-
30BaHUM UMMYHOTEpanun y NaLMeHTOB C HelipobnacTo-
MOIi Tpynnbl BbICOKOrO pUCKa 3a CYeT IKCNpeccuu Ha
onyxoneBbix knetkax GD2. B 2020 roay Food and Drug
Administration (FDA) opo6pun rymaHusupoBaHHoe Mo-
HOKNOHanbHoe aHTUTeno 3F8 (HakcuTamab), KoTopblit
B HEMHOMOYMCNEHHbIX UCCNEAO0BaHUAX Takxe npoje-
MOHCTpupoBan 3bPeKTUBHOCTb B rpynne naumeHToB C
pedpakTepHbIM/peLaNBUPYIOLLUM TEYEHUEM HENPO6-
nacToMbl.

3aknwyeHne. MepBUYHO-LUCCEMUHUPOBAHHAA
Helipo6nacTomMa y AeTell NOAPOCTKOBOro Bo3pacTa B
60NbWMHCTBE CNy4YaeB OKa3biBaeTca pedpakTepHON K
CTaHAapPTHON MyNbTUMOJaNbHOW Tepanuu u xapaktepu-
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3yeTcs BbICOKOiA YacTOTOW peuuanBoB, B CBA3M C YEM
accouuupoBaHa ¢ KpailHe He6naronpusaTHbIM NPOrHo-
30M. Mcxoan U3 AaHHbIX HayyHoOI nUTepaTypbl U Npea-
CTaBJIEHHOTO KJIMHUYECKOTO CNyyvas CNeAyeT, YTo Hak-
cuTaMab MoxeT cTaTb 3h(heKTUBHOI TepaneBTUYECKOIA
onuuei B nevyeHun pedpakTepHbiX/peLnanBUpYIOLLINX
(hopM Helipo6nacToMbl, B TOM YUCIE U Y NALMEHTOB NoJ-
POCTKOBOIO BO3pacTa.

KNUHWYECKUIA CNYYAMN
MYKOMOJIUCAXAPUAO03A IV B TUNA
(CUHAPOM MOPKWO B)
lFepacumenko A.[l.

Hayunbie pykoBogutenn: K.M.H. Oyuposa I1.B.,
K.M.H. Kyaenuna 0.M., k.M.H. FaHyropH E.B.

Kadeapa Gapmakonorum n KNMHUYeCcKom
dapmakonorun reQY BO PoctIMY M3 PO
®IrBY «HaunoHanbHbIA MEAULMHCKWIA
nccnefoBaTeNbCKUA LEHTP TPABMATONOM K 1
opToneauu uMenn akagemuka LA, Mnnsaposa» M3 PO

JlnsocomanbHble 60N€3HW HakoMneHus — 3To TH-
Xenble 3aboneBaHWs, BbI3BAHHbIE TEHETUYECKUMU
pedekTamu, NpuBOAAWMMU K Ae@UUMTY aKTMBHOCTU
cneundpuyeckux GepMeHToB NM30COM, OTBEYALOLNX 33
onpejeneHHbll aTan Aerpagauun CHOXHbIX KOMMNeK-
COB 6enKOoB, yrneBoAoB, nunuaoB. CnefCcTBUEM 3TOrO
SIBNAETCA Heaf,eKBaTHOE HaKomneHWe cybcTpaTa, uTo
MPUBOAMT K HapyweHWto QYHKLMOHUPOBAHUS pasnuy-
HbIX OPraHOB M CUCTEM OpraHusma 1 nporpeccupytoule-
MY pasBUTMIO 3a60neBaHuii. JiInzocoManbHble 601€3HU
HaKOMJIEHNSI OTHOCATCA K OpaHHbIM, YacTOTa KOTOPbIX
B Poccuiickoii ®Gepepaunmn yctaHoBieHa Ha rocygap-
cTBeHHOM ypoBHe 10:100000, a konuyecTBO NauMeHToOB
c ophaHHbIMK 3a60neBaHMAMN cocTaBnseT 1,5 munnuo-
Ha yenoBeK. AKTYaNnbHOCTb [JaHHOi NpobieMbl B Haluel
CTpaHe BECbMa BbICOKasl, 3TUM 06bACHAETCA BHUMAHHUE
W 3aMHTEPECOBAHHOCTb €K He TOMbKO MeJMULMHCKOI
061L,eCTBEHHOCTH, CPeLCTB MaccoBOi WHhOpMaLuy,
poauTenei 60NbHbIX AeTel U POAUTENbCKUX accolua-
LiWiA, HO M opraHoB rocyfapcTeeHHoit Bnactu. C 1 aHBa-
ps 2012 r. BCTYNMA B Uy HOBbI defepanbHblii 3aKOH
0T 21.11.2011 N2323-03 «06 ocHoBax 0XpaHbl 3,0POBbS
rpaxpaH B Poccuiickoit defiepaumnn», B KOTOPOM Brep-
Bble Ha rocyaapCTBEHHOM YpPOBHE BBEJEHO MOHATUE
pefkux unu opdaHHbix 3a6oneBaHuii. OAHUM U3 3a60-
NeBaHWiA, BKOYEHHBIX B 3Ty Fpynny, ABASeTCS MyKomMo-
nucaxapugos (MMC).

MMC — rpynna HacneACTBEHHbIX HapylleHUit o6MeHa
BELLEeCTB, XapaKkTepusylLaacs HaKoNnJIeHnem rukosa-
muHornukaHos (FAT) BcneacTene gedekTta uanm pedu-
uMTa cneunduyeckux MM3ocoMasbHbIX GepMeHTOB, YTO
06YycNnoBneHo MyTaLUAMU COOTBETCTBYHIIUX TEHOB.
Bce tunbl MINC HacnepytoTcA No ayTOCOMHO-peLeccuB-
HOMY TURY, 32 UCKJ/IIOYEHUEM CUHApPOMA XaHTepa, TUn
Hac/iejoBaHUs KOTOPOro PELIeCCUBHBbIiA, CLIENNeHHbIA
¢ nonoM (c X-xpoMocomoit). MporpagMeHTHOe Hako-
nnenune FAT B KNneTKax W TKaHAX opraHuamMa NpUBOLUT



K MHOroo6pasnio KAMHUYECKUX NPOSIBNEHWIA, Bapbupy-
rowuxca cpean pasnuyHbix Tunos MIIC.

HecMoTps Ha ycnexu B NeYeHUU HEKOTOPbIX TUMOB
MMC B pe3ynbTarte WWPOKOro BHEAPEHUS HEPMEHT-3a-
MECTUTENbHOW Tepanuu W TpaHCNAaHTauuu remato-
MO3TUYECKUX CTBOMOBbLIX KNETOK, OpPTONeguyeckue
nposBneHns 3aboneBaHuss, B LeENOM, NPOAOIIKAT
0CTaBaTbCs 3HAYMTENbHOI NPO6NEMON.

Manbuuk, 11 net. PaHHee NCMXOMOTOpPHOE pa3Bu-
TMe — 1o BO3pacTy. BakuwHauua: B COOTBETCTBUM C
HauuoHanbHbIM KaneHAapem npodunakTUyeckux npu-
BUBOK.

MonekynsipHO-reHeTUYECKoe uccnefoBaHne 0bpas-
ua JHK Ha Hanuyme myTaumum 35delG B reHe KOHHEKCHMHA
26 (02.11. 2011 r.): MyTauus He o6GHapyXeHa.

AHamHe3 3a6onesanus. C 7 neT maMa nalueHTa 3a-
MeTWNa HapyleHue MOXOAKMW, HaXOLWJICA Ha AWCNaH-
CEpPHOM yyeTe y opToneza, 3aHumarncs nnasaHuem. Jle-
TOM 2020 r. NOABMIINCH XaNo6bl Ha 6011 B MOACHUYHOM
0TAene NO3BOHOYHMKA, CYLLECTBEHHO CHU3NICA 06beM
ABVXEHUI B Ta306€4pEHHbIX CycTaBax ¢ 06eux CTOPOH.

AHaMHe3 Xu3HU. Pe6EHOK OT 3 6epeMeHHOCTH, NPo-
TekaBLUeil C NeEpUOANYECKNUM NOBbILWEHNEM YPOBHS 6en-
Ka B aHanm3ax Moyu, B 3 TpUMecTpe — ¢ anu3ofamu no-
BbILEHUA apTepuanbHoro gasneHusa ao 150 MM pr. CT.
Mpun poxaeHnn macca coctasuna 3900 r, gnuHa 53 cMm.,
3aKpuyas He cpa3sy, 06BUTWE MYMOBUHbI BOKPYT Lew, ne-
penom Knouunubl. Mpu poXaeHUn He NPOLEN TeCT aKy-
CTUYECKOI IMUCCUM, PN Yyrny6néHHOM 06CnefoBaHNM
BbisiB/leHa [BYCTOPOHHAS CEHCOHeBpasbHasa rnyxoTa,
npoBefieHa KoxjeapHasi UMNnaHTauua cnpasa B 8 me-
caues (2012 r.), B 9 mecsiueB — NoAK/OYEH CNYXOBOM
annapart. PerynspHo Ha6bntogaertcsi CypLoiorom no me-
CTY XuTenbcTBa. B 3 roga nepe6onen BeTPSHOI OCMOW.
Anneprosiornyeckuin aHamHe3 He OTATOLLEH.

HacnepgcTBeHHoCTb. Y cpeAHero 6parta rnyxota, rpbl-
xa Wmopns. Y pe6EHka gBOtOpogHOro 6paTa MaTepu —
pacliesiMHa TBEPAOro U MSArkoro Héba (3asubs ry6a,
BOJIYbSA NACTb), N0 MaTEPUHCKOM NMHMM (MO MHUM OTLa
MaTepu) — ABoe fAeTeii ¢ remodunmei.

MauueHT 6bin (3a04HO) NPOKOHCYNbTUPOBAH B HMUL
«[leTckoii TpaBmatonoruu u optonegun um. ILU. TypHe-
pa», Bpauom-TpaBmaTonorom. B pesynbrarte KoHcynbTa-
Lmn y 6onbHOro 6610 3anogo3peH MMC, ana sBepuduka-
LMW KOTOPOTO NaLMeHT bblT HaNpaB/ieH HareHeTUYeckKoe
uccneposaHue. bbina npoussefieHa 3H3UMOAUArHO-
ctuka (09.11.2020 r.), BbiIABUBLIAS CHUXEHWE aKTUBHO-
cTu 6eta-D-ranaktosupgassl — 0,72 (2-10) HM/n/uyac B
nATHax KpoBu. B pesynbTate, 6611 NOCTaBNEH NpejBa-
puUTenbHbIi AnarHos: MMC IVB (cunapom Mopkuo B). C
Lenblo NOATBEPXAEHUA [aHHOro AWarHosa nauueHTa
otnpasuaun Ha [iHK-gnarHocTuky. Pesynbtartbl ceKBEHU-
poBaHus 3k3oma (13.05.2021 r.): BbISIBSIEH NaTOrEHHbli
HYKNeoTuAHbIA BapuaHT B reHe GLB1. bbino npuHsaTo
pelleHne NpousBecTU cekBeHuposaHue reHoma JHK
(13.10.2021r.).

Mocne nonHoro obcnepoBanns B HUW neguatpun
LIKB PAH (Mockga), 6b1n1 nocTaB/IeH 3aKNHOYUTENbHbII

KnuHuyeckun gmarvos: MMNC Ttun IV B, Tun Hacnepo-
BaHMA — ayTOCOMHO-peLiecCUBHbIN. HeiipoceHcopHas
TYroyxoCTb, ayTOCOMHO-peLeccuBHas. MwukcomaTtos
CTBOPOK MMTpaNnbHOro KjanaHa. ApTpanrus Tasobe-
ApeHHoro cycTaBa. Crn6atenbHas ycTaHOBKa B NPaBOM
KoneHHOM cycTaBe. QyHKLUOHaNbHOE nepeyanuHeHue
npaBoi HWXHeil KoHeyHocTM Ha 1,0 cMm. Hapywenue
ocaHku no kudotuyeckomy Tuny. Coxa «valga» ¢ aByx
CTOpoH. MocnepcTBue Ancnnasnu Ta3obeApeHHbIX CY-
cTaBoB. HeBblpaXeHHOe CyXeHne NO3BOHOYHOIO KaHa-
na Ha ypoBHe C2, C4, C7 no3BOHKOB. [lucnnasma KpaHu-
oBepTe6panbHOro nepexoga. fMnepmeTponus cna6oii
cteneHu OU.

MaymneHTy 6b1JI0 HA3HAYEHO KOMNJIEKCHOE NleYeHHe:
1. MeMKaMeHTO3HOeE JieyeHue:

* BuTaMuH D 500 ME B cyTKu, ANUTENBHO;

* uutpat kanbumua 500 mr x 1 pa3 B geHb — 3 MecsiLa.
2. lneta: npegoTBpaLieHme Habopa NUILHEro Beca, Hop-

MWpOBaHMe NULLEBOr0 PalMOHa; Npu Heob6XoZUMO-
CTU — KOHCYyNbTaLusa gueTonora.

3. dusnoneyenne:

* 006wWmit Maccax — 4 Kkypca B roj;

* pusnoTepanus TazobeApeHHbIX cycTaBoB no 12 ce-
aHcoB 4 pasa B rog (MarHutoTepanus, anekTpodo-
pes3 pacTBOPOM XJIOPUCTOrO KanbLusa 5%);

* napaduH-030KepuT Ha 06a Ta3obefpeHHbIX cycTa-
Ba — 3 Kypca B rog,

* rpsaseneyeHne — 2 Kypca B rog.

PekomeHnpaumuu. Jliobble onepaTuBHble BMeLlaTelb-
CTBa M NOJHapPKO3Hble UCCeLOBaHUA, N0 HEO6XOAUMO-
CTH, NPOBOJMTb C OCTOPOXHOCTbIO U3-3a 0OCOGEHHOCTEN
JIOP-opraHoB, yepena, WeNHOro oTAena No3BOHOYHUKA
(cna6ocTb  aTNaHTO-OKLUMMMTANIbHOTO  COYJIEHEHHUS).
[JanbHeiilune onepaTuBHble BMelaTeNbCTBA C LENbHO
KOppeKLUN OMOPHO-ABUraTe/IbHOrO annapara cieayet
NPOBOAMTbL NOC/E NPeKpalleHns pocTa ckeneTa (B BO3-
pacTe cTapue 18 nert).

B 3aK/n04YeHMM ONUCAHHOIO KJIMHWUYECKOTO Clyyas
HEeo6X04MMO OTMETUTb, YTO B HacTosilee BpeMs ANs
nauyueHtoB ¢ MIC IVB Tunom, B oTnnumne ot Apyrux Tu-
MOB JaHHOro 3abosieBaHUs, He paspaboTaHa cneuudu-
yeckas ¢epMeHT-3aMecTuTeNbHasA Tepanus, OfHaKo
BEJETCA aKTUBHbIA Hay4HblIiA NOUCK peLleHUs faHHOW
npo6nembl B 06/1aCTW FeHHOI Tepanuu. B yacTHoOCTH,
MPOBOAATCA LOKNMHNYECKUE UCCNIE[0BAHNSA, B KOTOPbIX
NcnoNb3syeTcs afieHo0acCoLMNPOBaHHbIii BUPYC, CNOCO6-
CTBYIOLMA NOBbIWEHNIO aKTUBHOCTWU HEAOCTaloLLero
GepmMeHTa 1 NpeoTBPaLLEHNIO CEPbE3HbIX U3MEHEHMI
KocTel, 3y60oB, CyCTaBOB, Tpaxeu, CepALa, YBENYEHMIO
NMHEeHoro pocTa Tena. Takum 06pa3oM, akTyasbHOCTb
MOWUCKa y3KoHanpaBneHHbiX U 3$HeKTMBHbIX METOA0B
NeYyeHuns [aHHOro 3a60eBaHMs NO CeN feHb 0CTaeTcs
OTKPbITbIM B COBPEMEHHON MEANLUHCKON NpaKTHKe.
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KOMOPBUAHOE TEYEHUE
HE®OPOTUYECKOIO CUHAPOMA
U MYKOBUCLUAO3A: CJTIOXXHOCTHU
TEPAIMUN
TuxonoBckuii M.A.

HayuHbie pykoBogutenn:
npogeccop, B.M.H. LibirnH A.H.,
K.M.H. MunosaHoBa A.M., kK.M.H. PanocoBa A.b.

OrAY "HMUL, 3qopoBbs aeTeir” MuHsapasa Poccuu

AkTtyanbHocTb. MykoBucumao3 (MB) — MOHOreHHOe
ayTOCOMHO-peLieccMBHOe 3aboneBaHne, koTopoe 06y-
C/IOB/IEHO HapylleHNeM CMHTe3a, CTPYKTYPbl U QYyHKLNK
6enka TpaHCMeMGpaHHOro perynatopa NpoBOAUMOCTH
mykoBucuuposa (CFTR), uTo NPUBOAMT K HapyLweHUo
paboTbl XJIOPHOTO KaHana W, Kak CNneAcTBUe, K YBENU-
YEHUIO BA3KOCTU CEKPETOB BCEX 9K30KPUHHDBIX Xeres.
CumTtaetcs, uTo nopaxeHue novyek npu MB BcTpeyaetcs
pefKko, OAHAKO B MUPOBOIA NUTepaType onucaHbl eau-
HUYHblE cnyyau accoumauum MB u HedbpoTuyeckoro
cuuapoma (HC) (Mopgonoruyeckn — 60Me3Hb MUHU-
ManbHbIX W3MEHEHW unn QoKanbHO-CerMeHTapHbli
TMOMEpYNOCKepos), a Takxe IgA-Hepponatum, amuno-
nposa.

MMMyHocynpeccuBHasa Tepanusi, NpUMeHsemas npu
neyeHuu HC, moxeT oTdrowartb TeyeHue MB, a gudde-
PEHLMPOBAHHbI NOA6OP MMMYHOAENPECCAHTa CNOXEH
W TpebyeT AMHAMWUYECKOTrO0 KOHTPONSA 3@ YacTOTOW WH-
(eKLMOHHbIX OCNOXHEHWIA.

OnucaHue KnuHuYeckoro cnyvas. [lesouka K., ot 1
0epeMEeHHOCTH, poAbl eCTECTBEHHble Ha 34 Hepene.
OueHka no wkane APGAR 6/7 6annos. Macca Tena npu
poxgaeHun 3100 r, anuHa Tena 48 cM. B nepBble cyTKu
XWU3HW BbIIBNEHbI MPU3HAKN KUWEYHOW HENpoxoau-
MOCTHW, Npu 06cneaoBaHuM — aTpesns NOAB3AOWHOI
KMLIKHK, noTpeboBaBLuasn ee pesekuuu. lMpun nposepeHnn
HEOHaTaNbHOTO CKPUHMHIA OOHAPYXXeHO MOBbILEHNE
UMMyHopeakTuBHoro TpuncuHa (UPT) po 231 Hr/mn
(Hopma po 65 Hr/mn), petect UPT 203 Hr/mn (Hopma o
40 Hr/mn), xnopuabl nota 124 MMonb/fn, NaHKpeaTuye-
ckad anacTasa meHee 15 Hr/r. lpoBeaeHa [JHK-auarHo-
cTukareHa CFTR —BbiABNeHa geneuuns BroMmo3uroTHOM
nonoxenun F508del — noaTBEpPXAEH MYKOBUCLUMAOS3.
B tdespane 2021 r ogHOKpaTHO oTMmeuancs BbiceB P.
aeruginosa, no NoBOAY Yero AeBOYKa Mmofyyuna Kypc
To6paMuLMHa. NTOBTOPHbIX BbICEBOB CMHErHOMHOI Nna-
noyku He 6bI10, B noceBax — Staphylococcus spp. Co-
CTOSIHME MO MYKOBUCLMAO3Y 0CTAaBaNoCh CTabUNbHbIM.

B anpene 2021 r (2 r 8 mec.) — aebioT HC (nepudepu-
yeckue oTeku, npotenHypus fo 13,6 r/n, runonpoTenHe-
mua 52,5 r/n, runoanbbymuHemus 28,9 r/n), okasabLie-
rocsi YyBCTBUTENbHbIM K CTaHLapTHO CTepoMAHOI
Tepanuu. Yepes 3 Hefilenu OT JOCTUXEHUS PEMUCCUN —
peunans HC Ha doHe 3aboneBaHMs HOBOI KOPOHaBMU-
PYCHOW UH(eKLMen Ha NONHOI fo3e cTepouaoB. Pemuc-
CUsA [OCTUrHYTa 6e3 KOppeKLn Ao3bl Ha 16-e CyTKM.

C wioHst 2021 r pnsi 0CBOGOXAEHUA OT CTEPOUAHOIA
3aBUCUMOCTU C NaTOreHeTUYeCKOW MMMYHOCYNpeccuB-
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HOIA LieNblo Ha3HaYeH UHTUONTOP KanbLUHEBPUHA — LiK-
knocnopuH A (LicA) 5-6.9 Mr/kr c nocneayrwmmM cHU-
XXEHUEM [,03bl CTEPOUAOB.

Mpu NoONbITKE CHUXEHUS [03bl MPefHW30/0HA [0
15-20 mMr/48 y oTmevanochb 4 peunanea HC 3a 1 rog (ok-
T6pb 2021 1, heBpanb, Maid, noHb 2022 r). B aBrycte
2022 r B cBA3M C HE3ah(heKTMBHOCTLIO LICA 3aMeHeH Ha
mukopeHonat HaTpust 900 Mr/mM? Ha hoHe npoponxato-
welica ctepougHoii Tepanum (20 mr/cyT — 1,5 Mr/kr/cyT
no NPefHM30MO0HY), NPU 3TOM COXpaHsnacb peMuccus
HC. B nepuop c anpensa 2021 r no aeryct 2022 r npu-
3HakoB OPW, o6ocTpeHNs GPOHXONEroYHOro npouecca
He 6bino.

06cyxpaenune. C yuetoM peuyupmsupoBanust HC npu
MOMbITKE CHWKEHUW [03bl NPEeAHN30JI0HA Y [EeBOYKH
YyCTaHOBNEH CTEPOMA3aBUCUMBIA XapakTep HeppoTH-
yeckoro cuHgpoma (C3HC). Tepanueit nepeoii NnUHUM,
ucnonb3aytoleiica B neyeHun C3HC, apnawTcs UHrMbU-
TOpbl KanbunHeBpuHa (LiICA unu Takponmmyc) unu npe-
naparbl M3 rpynnsl MukodeHonatoB. LIcA npensaTcTeyeTt
akTuBaumum T-nuMpoLMUTOB K, TaKUM 06pPa3oM, yrHeTaeT
UX NaToONOrMYecKyr akTUBHOCTb. YuuTbiBas 370, LicA
6bin BbIOpaH B KayecTBe Npenapata NepBoi NuHuM. Ha
(oHe KOM6UHMPOBaHHOTO Npuema LicA 1 nocteneHHoro
CHUXEHUA [03bl NPejHN30/0Ha Yy JeBOYKU HE OTMeva-
nocb anu3oaoB OPU u npu3HakoB 060CTPEHNA HPOHXO-
NeroYyHoro npouecca, 0fHako COXpaHsAAUCh peLunamBbl
HC, yto noTpe6oBano nepecMoTpa Tepanuu u 3ameHbl
LLcA Ha MuKodeHonat HaTpus. MukodeHonaTtbl npenaT-
cTBYIOT nponudepaunu T- u B-numpouuTos, TeM cambiM
OKa3blBalOT JeNCTBME KaK Ha KNeTOYHOoe, Tak U Ha ryMo-
panbHoe 3BeHO. B HacToswwee BpeMs oueHUTb apdek-
TUBHOCTb MMKOdEHONaTa 3aTPyAHMTENbHO, MOCKOJNIbKY
MonbiTKa OTMeHbl CTEPOUAOB He NPOBOAUNACH.

3akniovenne. KomopbugHoe teyenme HC n MB Tpe-
6yeT auddepeHUMpPOBaHHOrO Noaxona B Tepanuu, Tak
KaK 3aBUCUMOCTb OT cTepouHoili Tepanum npu HC tpe-
OyeT Ha3HauyeHWUs NOCNeAyloWeil UMMYHOCYNpeccuiu,
KoTopas npu MB MoxeT cnocob6cTBOBaTb PUCKY GPOH-
XOJIEFOYHbIX OCNOXHEHUA. [MoHMMaHWe MexaHU3MOB
AeiicTBUA UMMYHOENPECCAHTOB NOMoOraeT B Bbibope
OnTUManbHoro npenapata npu HC, npu 3TOM BaXHO pe-
rYnsipHO NPOBOAMTb MOCEBbl MOKPOTbI/TpaxeanbHoro
acnupara v cnefiuTb 3a 4acTOTOl 060CTPEHMS GPOHXO-
NeroyHoro npotecca.



KNUHUYECKUW CNYYAHN
HEOHATAJIbHOW BOJTYAHKMU
Y FrNYBOKOHEOHOLIEHHOIO PEBEHKA
C 9KCTPEMAJIbHO HU3KO MACCOM
TENA
CasenbeBa E.N.

HayuHbie pykoBogutenu:
AoueHT, K.M.H. Kpor-Uencen 0.A.",
AouUeHT, B.M.H. Hukutuna U. B.2

'OrAQY BO Mepsblid MITMY um. .M. CeyeHoBa
MuH3aapaBa Poccun (CeyeHoBCKMI YHUBEpCUTET),
Mocksa, Poccus
20IBY «HMUL ATTT nm. B.W. Kynakosa» MuH3apaga
Poccuu

BeepieHue u akTyanbHocTb. HeoHaTanbHas BONYaH-
ka (HB) sBnseTcs peakum 3abosieBaHNEM U pa3BUBaeT-
cA nuwb y 1-2% HOBOPOXAEHHbIX y MaTepen, cTpajaro-
LWMX CUCTEMHOM KpacHoii BonvaHkoi (CKB), cuHapomom
lerpeHa unu ppyruMm peBMaTUYeCKMMMN 3a60NE€BaHN-
Amu. Okono 50% Bcex cnyyaes HB npoTekaet B Buge
aTPUOBEHTPUKYNAPHOK 6510Kaabl (06LenonynsiyuoH-
Hast yactoTa — 1 cnyvait Ha 20.000 HOBOPOXAEHHDIX).
Mpu atomy 20% peTeii ¢ KapamanbHbIMU NPOSBAEHUAMU
HB nopaxeHue Muokapfa He orpaHW4YNBaeTCs TOJIbKO
CTPYKTYpaMu NPOBOAALLEN CUCTEMDI: Y HUX TaKXe MO-
ryT OMarHOCTUPOBATbCA XXU3HEYrpoXatolmue OCNOoX-
HeHus (KapAMoMUONaTUA M dHAOKApPAMaNbHbIA huépo-
anacTos). B HacTosee BpemMs B MMPOBOI NUTepaType
HEeT ONnuUCaHWuA KIMHMYECKUX ClydyaeB KaphuasbHbIX
npossnennit HB y rny6oKOHe[OHOLWEHHbIX HOBOPO-
XIEHHbIX, OTCYTCTBYHOT YHU(PULMPOBAHHbIE NOLXOAbI K
BEJ,EHUI0 TaKMX NaLUeHTOB.

Lienb pemoHcTpauun. OnucaHne KNMHUYECKOTO CNy-
yas HB c kapauanbHbIMU NPOABAEHUAMMU Y TNY6OKOHE-
AOHOLEHHOr0 HOBOPOX/EHHOIO C OTHOCUTENbHO 6na-
roNpUATHBIM UCXOL0M B BO3pacTe 24 MecALEB XNU3HU.

OnucaHue HabnogeHns. My6b0KOHeLOHOWEHHAn fe-
BOYKa Maccoii Tena 980r, rectauuoHHblii Bo3pacTa (I'B)
25 Hepenb, poaunacb NyTéM onepauunm 3KCTPEHHOrO
KecapeBa CeYEHUA B CBA3K C YXYALIEHUEM COCTOAHUSA
nnoga (cHuxenue YCC po 70). [laHHaa 6epeMeHHOCTb
nepeas. MaTb 0 cBOeM peBMaTUYeCKOM 3aboneBaHuM
[0 pOXAeHus pebeHKka He 3Hana, 04HAKo Npu AaeTanb-
HOM cbope aHaMHe3a BbIICHEHO, YTO HECKO/IbKO pa3 B
TEYEHWUMN XU3HU Y Hee perucTpmpoBanachb M30aUPOBaH-
Has TPOMOOLMTONEHMUSA, pacLieHeHHas KaK «HeACHOro
reHesa». B 1 TpumeTpe 6epeMeHHOCTb OCNOXHUNACh
Yyrpo30ii npepbiBaHMs, recTalMOHHbIM CaxapHbIM Auna-
6eToM Ha 8 Hepene rectaumu. C poxaeHus y pebeHka
Habntoganacob 6pagukapgua 50-70 6e3 TeHAEHUUM K
BOCCTaHoBMeHuo, npoeefeHa I3KI, no pesynbratam
KoTopoii BbifiBneHa AB-6nokaga Il ctenenun. [uarHos
HB 6bin NoATBEPXAEH Hannymem Anti-Ro aHTuTEN y Ma-
Tepu n pebeHka. B cBA3W ¢ HanMuMeM CUCTONUYECKON
ANCOYHKLMM MUOKaApAa KOHCUAMYMOM C y4yacTUeM Kap-
AMONOroB 6bI/10 NPUHATO PeLLeHNe 0 Hayase BBELEHUS
JekcaMeTasoHa, OJHaKO B CBA3U C pa3BUTMEM TSXKeNON

TUNEepraMKeMum, CTEpOUAHAN Tepanus 6bina OTMEHEHa.
Ha 30 cyTKW XW3HU MOBbILIEHWE B JUHAMUKE YPOBHSA
6MOXMMUYECKMX MapKepoB MOBPEXJEHUA MUOKapAaa
(NT-proBNP, MB-K®K) npu oTcyTcTBMM 9xorpaduyeckux
NPM3HaKOB KapAMOMMONATMH, YTO BbIIO PacLeHeHO Kak
BO3MOXHOE TeYeHWe aHTUTEN0-aCCOLMUPOBAHHOIO MU-
OKapAnTa, HayaTo NeyeHune rNIOKOKOPTUKOCTEPOUAAMM
(TKC), Ho Kypc 6b1n npepBaH Ha 42 CyTKU XXM3HU B CBA3M
C pasBuUTUEM rpUOKOBOIL MHDEKLMN. YPOBHU MapKEPOB
NOBPEXJEHUS MUOKApAa CHU3UUCH O HOPMATUBHbIX
B BO3pacTe 56 CYTOK XUSHU.

[ToMUMO 3TOro, B OTAENIEHUN peaHUMaLun U UHTEH-
CUBHOI Tepanuu HoBOPOXAeHHbIX (OPUTH) y pe6éHka
3aperncTpMpoBaHoO TeYeHUe BPOXAEHHOW MHEBMOHMY,
WHBA3WBHOTO MMKO3a W NPUOBPETEHHOI LMTOMErano-
BUPYCHOI MHDEKLNM, ObINK NPOBEAEHBI 5 KYPCOB aHTH-
6aKTepmanbHoii M 1 Kypc aHTUMMKOTUYECKOI Tepanuu ¢
YY4ETOM YYBCTBUTENbHOCTM BbISIBNSIEMON MUKPO(OPbI,
NPOTMBOBUPYCHAs Tepanus ¢ NONOXUTENbHbIM 3 dek-
TOM. KnuHuyeckoe coctosiHue pe6éHKa B HEOHaTasb-
HOM Mepuoge ocnoxuunocb passutuem [BC-cuHapo-
Ma (NEroyHoe KPOBOTEYEHME W BHYTPUXENYA0UKOBOE
KpoBouanuaHue Il cTeneHn), popMupoBaHUeM BPOH-
XONIerovyHoi Aucnnasuu cpefHeil CTENeHW TAXKECTH,
ANMTENbHLIM (YHKLMOHUPOBAHUAM FeMOAMHAMUYECKM
3HaYMMOro apTepuanbHOro npotoka. [LAuWTenbHOCTb
pecnupaTopHoii Tepanuu cocTaBuna 75 cyTok. Pe6eHok
BbiNMCaH AOMOIi 6e3 foTaunu KUCNOpPOAa U PasBUTHUS
WHBANNAU3UPYIOWKUX OCNOXHEHUN Ha 130-e CYTKU Xun3-
HW. TlokasaHWit K NOCTaHOBKe KapAUOCTUMYNATOpa Ha
NPOTSXEHWUM BCEro Nepmoa HabntoaeHus He 6bin10. B 24
MecsiLa NCUXOMOTOPHOE pas3BuTUe MO BO3pacTy, aTan
GopmupoBaHus akcnpeccuBHon peumn, YCC 62 ya/mMuH,
HOYbK — A0 43 ya/MuH.

BbiBogbl. MynbTUaMCUMNAUHAPHOE BejeHWe, CBO-
EBPEMEHHOE BbISIBJIEHME M 0OOCHOBaHHOE fevyeHue
OCNOXHEHWUI HeoHaTaNbHOrO Mepuofa NO3BOMUAN He
TONbKO M36€eXaTb NeTanbHOro ucxopa y rny6okoHeno-
HOLEHHOro pe6EHKa C COYETaHHOI NaToNoruen, BK0-
yaBlleit B cebs KapAuanbHble nposineHus HB, HO u
o6ecneynTb BbKUBAEMOCTb 6€3 MHBaNUAU3UpYLOL el
naTonoruu.
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OCOBEHHOCTU AUATHOCTUKMU
PEAKOIO rEHETUYECKOIO
3ABOJIEBAHUA Y HOBOPOXXAEHHOIO
C CEME{HOI ®OPMOIA
BHYTPUNEYEHOYHOI'O XOJIECTA3A
Kypuesa K.b.

Hayunbiii pykoBoguTenn: JO4eHT, K.M.H. benkosa T.H.

Kadeapa rocnutanbHoii negmnatpum ¢ kypcom 10
®rb0Y BO OMCKwit rocyfapCTBEHHbI MeULUHCKW
yHuBepcuTeT MuHsapasa Poccuu
BY300 06nacTHada KnuHuyeckasa 6onbHuua r. OMcKa,
nepuHaTanbHbIA LEHTP

Beepenune. bonesHb bailnepa — pepkoe Hacnep-
CTBEHHOE 3abosieBaHue, 06YCNOBJIEHHOE HapyleHneM
MEeXaHW3MOB CEKPeLun Xenyn, a UMeHHO AedeKToM
TPaHCNopTa XeNYHbIX KUCAOT M3 KNeTOK NevyeHun, npu-
BOAfLLEE K ObICTPOMY pasBUTUIO LMppo3a. [laHHYyio
FeHETMYECKY0 NaToNorui NPUHATO AEeNUTb Ha Tpu
noaTtuna: PFIC tun 1, PFIC Tun 2, PFIC Tun 3. YactoTta
BCTpeyaemocTun B Mupe coctasndet 1:50000 — 1:100000
cnyyvaes.

MaTepuanbl u meTtopbl. [lpeacTaBNeHHbIA KNUHU-
Yeckuit cnyyvaii JOHOLWEHHOIO HOBOPOXAEHHOTO Masb-
unka A., HaXOASLErocs Ha fieYeHU B NepuHaTaNIbHOM
LeHTpe Y300 «06nacTHas KAMHUYeCKas 60NbHNULAY T.
Omcka. 3 aHamHe3a peb6eHKa U3BECTHO, ero cuée ymep
Ha 2-e CYTKM XXWU3HM N3-3a NOPaXXeHUs NeYeHu, accoLu-
MPOBAHHOIO C reHeTUYeCKU 06yCNOBIIEHHBIMU HapyLue-
HUAMMW 06MeHa BewecTB (Ha 0CHOBaHMM NpOTOKONa Na-
TOJIOr0aHaTOMUYECKOT0 BCKPbITHS).

C MOMEeHTa pPOX[eHUs HacToswwero pebeHka obpa-
Wwana BHMMaHMe HapacTawowas TPoMO6OLUTONEHUS, B
Koarynorpamme BblsIBfieHbl NPU3HaKU FMNOKOarynsiLuu
6e3 KnuHMYeckux npossneHuin. C 3-x cyTok feboTnpo-
Bana XeNnTyxa C MONOXUTENbHOW LUHAMUKON Ha (oHe
npoBoAnMON ¢GoToTepanuu. B puHaMuke ycunewue
KPOBOTOUYMBOCTU: KPOBOTOYMBOCTb U3 MYMOYHOI paH-
Ku, B 061acTu NeBoii KUCTU, @ 3aTeM B 061aCTH NeBOI
CTONbI MOC/ie NOCTAHOBKM rNy60KOi BEHO3HOI NUHKUK. B
CBSI3M C YXYALEHNEM COCTOSHMA, Ppe6EHOK NepeBeSEeH B
otpaeneHne PUTH. Ha 0CHOBaHMM KNUHUKO-aHAMHECTH-
Yeckux M NabopaTOPHO- MHCTPYMEHTANbHbIX AaHHbIX,
OblN0 BbISBJIEHO, YTO TAXECTb COCTOAAHUS 06ycnoBe-
Ha HapylweHMeM QYHKUWKM renaTouMToB, 3anof03peHo
reHeTMYeckn 06YCNOBJIEHHOE MOBPEX[EHME TMEYEHMU,
npoBefeHa KOHCYNbTaluusa Bpaya reHeTuka.

Mo cornacoBaHuto c PrbHY «<MeaUKo-reHeTUYECKUiA
HayuHblif LeHTp uMeHun akagemuka H.M. boukosa» npo-
BeJleHO reHeTWYecKkoe uccnefoBaHue Ha myTauum 47
FeHOB, BbI3bIBAKOLMX NOPaXeHUe NeyeHu: naToreHHblxX
HYKNeOTUJHbIX NOCneA0BaTENbHOCTEN BbISIBEHO He
6bin0. NcknoyeHbl TUPO3MHEMUS, FaNakTO3eMUs U 60-
nesHb lowe.

Ha sTane npe6biBaHus B PrBY CankT-MeTepbyprekuit
IMMY npoBejaeHa 6MoNCcUsi NEYEHU: BbiSIBIEH NpoOrpec-
CUPYIOWMNIA CeMEeNHblii BHYTPUMEYEHOUHbIH XonecTas
(6onesHb baiinepa).
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BoiBoabl. [laHHblii cnyyaid, OTHOCALWMIACA K KaTero-
pun opdaHHbIX 3a60sieBaHNit, NpeacTaBANAET CHOXHbIIA
ONarHOCTUYECKUA NOUCK M UMEET CEMEIiHbII XxapaKTep
HacnefoBaHuA, TpebyeT MONEKYNSPHO-TeHETUYECKOro
NoATBEPXAEHUA [NA LaNbHeWWero nporHosa sabone-
BaHWS M NNAHUPOBAHNS MOCNEAYIOWNX 6EPEMEHHOCTEN.

KJIMHUYECKWNIA CITYYA
GM2-TAHITMO3UAO03A Y PEBEHKA
PAHHEI0 BO3PACTA
Cypaesa Y.C., MaTsaicosa 0.M.

HayyHblii pykoBoguTenb: fOLEHT, K.M.H. LlyTkoBa A.I0.

Kadenpa rocnuTanbHoi neguaTpum
®rb0Y BO «[1puBOMXCKMIA NCCNEA0BATENLCKNIA
MeLULUMHCKNIA yHuBepcuTeT» M3 PO,

r. HmkHnit Hoeropog, Poccus

AxkTyanbHocTb. GM-raHrnmosnpossl — 370 peakue
NIN30COMHble 60NE3HU HAKOMNEHUS C ayTOCOMHO-pe-
LeccuBHbIM TUNOM HacnepoBaHusa. Boigenatot GM1- un
GM-2-raHrnmosnpaosbl. B ocHOBe Kayoro U3 BapuaH-
TOB NeXaT pasnuyHble aedekTbl CUHTE3a OnpefeneH-
HbIX JIN30COMHbIX (EPMEHTOB, MPUBOASALLME K Hapy-
WEHN MeTabonmaMa rMUMKOCHUHTONUNUALOB, KOTOpbie
HakannuBawTCAa B NU30COMaAX, C nocnegymolen ux
rubenbto u aerpagauueil NoBpeXAeHHbIX TKaHei. Bbl-
AensitoT HEeCKONbKO BapuaHToB GM-2-raHrnmosnjosos.
Mpu GM-2-ranrnuosngose tuna 0 (6onesHb CaHAaxo-
(a) umeet mecTo MyTauus B reHe HEXB, kogupytowem
b-cy6beanHuLy rekcosaMmmHuaaseol A u B. Pesynbtatom
peduuuta dpakuyuin A n B dpepmeHTa rekcosammumnga-
3bl ABNSIETCA HapylweHue Aerpajauuu B nuM3ocomax
GM-2-raHrnuosupa, ABASKOLWErocss KOMNOHEHTOM MEM-
OpaH KNIeToK, B TOM UYKUCNe U HelipoHOB. [M6enb Heii-
POHOB LeHTpanbHOW HEepBHOI CUCTEMbI NPUBOAMT K
nporpeccupyiouleil HeilpogereHepauuu. Hakonnenue
raHrnMo3ugoB B Makpodarax npuBOAUT K NMOPaXeHMio
napeHXMMaTO3HbIX OpraHoB. Bepudukauus 6Gonesuu
CaHpxoda no KNMHUKO-MHCTPYMEHTaNbHbIM NPpU3HaKaM
npepcraBnseT TPYAHOCTU, TaK KaK AaHHbIii BUA raHriu-
03WA03a He UMeeT crneuudUyYecknx YepT, OTIMYALLWMX
€ro oT Apyrux TUNOB NUNMAO30B ITOM rPynMbl, U MOXET
6bITb NPOBefEHa NPK NOMOLLKM MONEKYNSAPHO-TEHETUYe-
CKOro uccnepgoBaHus.

Lenn. MNpeactaBuTb 0CO6EHHOCTH TeueHns GM2-raH-
rnnosugosa tuna 0 (6onesHb Cangxoda) y pe6eHka paH-
Hero Bo3pacTa.

06cyxpenune. CTaunoHapHo HabnofaeTca Manbynk
K.2016 ropa poxaeHus. HacnecTBEHHOCTb o 3aboe-
BAaHMAM HEpPBHOIi CUCTEMbI HE OTAroleHa. Pe6eHok po-
XJeH BO BTOPOM Gpake, 0T 7 6epeMeHHOCTH (cTaplune
AEBOYKWU — 3[0POBbI, 2-5 6GEPEMEHHOCTU — MEeJULNH-
CKMi abopTbl). ManibyMK poamMacs 0T CPOYHbLIX POLOB Ha
cpoke 40 Hegenb ¢ fBYKPaTHbIM 06BUTUEM NYNOBUHbI
BOKpYr weu nnoga. Bec npu poxgenuu 3650, pocT 53,
Anrap 8/9 6annoB. CocTOsiHUE NpU POXAEHUU YL,0BNET-
BopuTenbHoe. [lo 6 MecsLEeB paHHee pa3BuTUe pebeH-
Ka COOTBETCTBOBAJIO BO3PacCTy, OH Y epXMnBan rono.y,



nepeBopayuBancs, ryun, Hayan nenetatb, Nonsan Ha
XuBote. B BospacTe 6 MecsALeB OTMEYEHO NOCTEeneH-
HOEe HapaCTaHWe MbIWEYHON TUMOTOHUU C MOCAeAyto-
wum ¢dopmMmupoBaHWEM CRAcTMYecKoro TeTpanapesa,
noTepsl paHee NPUOOBPETEHHbIX HABbIKOB, OTCYTCTBUE
MOSIBIEHMA HOBbIX HaBbIKOB. lpuynHa perpecca ncu-
XOMOTOPHOr0 pa3BUTMA Gbina He AicHa. B BospacTe 8
MecsLeB pebeHKy 6bln BbICTaBAEH fuarHo3: CUHAPOMa
AeTCKoro LepebpanbHOro napanuya, CnacTUYecKun
TeTpanapes, CUHAPOM Tpy6oii 3afepXKu B MCUXOMO-
TOpPHOM pa3BuTuu. B Bospacte 10 MecALeB N0 JaHHbIM
MarHUTHO-pe3oHaHcHoii Tomorpadum (MPT) ronoeHo-
ro MO3ra BblIIBJIEHbl MPU3HAKM HE3aBEPLIEHHOW Mue-
NUHU3ALMA, NCTOHYEHUA MO3onucToro Tena. MNocne ak-
TUBHOI (hU3NYecKoii peabunutaunmu B BospacTe 1 roga
OTMeyanacb HeKoTopas CcTabunusauusi COCTOSIHMS.
Ha anekTposHuedanorpamme B Bo3pacte 1 roga au-
arHoctTMpoBaHa MynbTUperuoHanbHasa anunentudop-
MHas aKTUBHOCTb B BUJE HU3KOAMMANUTYAHON OCTPOiA
MeJNeHHOW BOMHbI. Ha ynbTpasByKOBON AUarHOCTUKE
opraHoB 6ptlolWHOi nonocTu B Bo3pacte 1 roga 1 me-
cALa BbIsIBJIEHbI NPM3HaKK renatoMeranuu. B Bospacte
1,5 neT ManbyuK nepebonien rpunnomM, 0CH0XHEHHbBIM
NMHEBMOHMWEN C TAXENOW AblXaTeNbHON HEJO0CTAaTOYHO-
CTblo, C OTEKOM rOJIOBHOrO Mo3ra. B nocnegywowem
passunucb ruapouedanus, makpouedbanus, MUOKIIO-
HUM B KOHEYHOCTSAX, NepuopasbHblit MUOKNOHYC. Mpu
noBTOpHOM npoBefeHun MPT ronoBHOro Mosra B BO3-
pacTe 2 neT 0TMEYEHO HapacTaHWe UCTOHYEHNUS MO30-
NUCTOrO Tena, CAMMETPUYHOE MOBbILEHNE CUTHaNa oT
6asanbHblX Apep, nporpeccupyrowas atpopus Kopbl
rosIoBHOro Mosra. Ha rnasHom fiHe c BospacTta 2,5 net
BbIfIBNANCSA GEHOMEH «BULIHEBON KOCTOYKM». Ha GoHe
MpOTMBOCYAOPOXHOI Tepanuu (cykcunen, daiikomna)
OTMeyeHa oTpuuaTeNbHaa LUHAMKUKA B BUAE HapacTa-
HWS KONUYeCcTBa ANUNENTUYECKUX MPUCTYNOB, NOABE-
HWS CTaTyCHOro TeyeHus anunencuun. C yyeTom Hanu-

yna papMakope3uCTEHTHOCTH 3NUMENCUM, CTATYCHOTO
ee TeYeHMs1 B COYETaHUU C NporpeccupyoLleit notepei
MCUXOMOTOPHbIX HABbIKOB W XapaKTEPHbIX U3MEHEHMUIA
NpyW HeilpoBM3yanu3aLnm U Ha rasHoOM AHe, y pebeHka
3aMno/i03peHo HacneAcTBeHHOe 3aboneBaHne o6MeHa
(raHrnmosnpo3s?). Pe6eHOK KOHCYNbTUPOBAH TEHETH-
koM. lMpu npoBeaeHun GepMeHTOAUArHOCTUKN B CBA3H
C HOpMaJibHbIM YPOBHEM COOTBETCTBYIOWUX HepmeH-
TOB ObINN UCKNOYeHbl 6onesHb Momne, lowe, Kpaboe,
®abpu, HumanHa-lMuka, mykononucaxapugos 1 tuna.
AHanu3 MoUM MO CKPUHWUHI-NPOrpamMMe W ypOBEHb K-
KO3aMWUHOTIMKAHOB MOYM TaK XXe He BbIABUN HUKAKUX
OTKNOHEHWiA. [10 faHHbIM TaHLEMHOWA Macc-CNeKkTpo-
MeTpuM BblaIM UCKIIOYEHbI Hanbonee YacTble aMUHOA-
uuaonaTum, HapyweHus b-oKMCNEHNA XUPHBIX KNCAOT.
lMpu NpoBeAEHNM MONEKYNSAPHO-TEHETUYECKOrO Uccne-
JAOBAHMSI METOA0M MOSIHO-3K30MHOI0 CEKBEHMPOBaHUS
B BO3pacTe 3 neT 06HapyXeHbl reTepo3nroTHble Bapy-
aHTbl HYKJIeOTUAHON nocnepoBaTenbHocTu reHa HEXB,
noaTBEpPXAatolwmne Hanuune y pebenka GM2-ranrnmo-
3upo3a, Tun 0 unu 6onesHu CaHpxoda. [laHHble reHo-
TUNa pebeHKa conocTaBUMbl ¢ HEHOTUNOM 3TOro BUAA
raHrnmo3unposa.

BbiBog. [peacTaBneHbl xapakTepHble 0CO6EHHOCTH
GM2-raHrnnosnposa tuna 0 (6onesHb CaHgxodoa) B
BUJAE NPOrpeccupytoweil HeilpofereHepaunu, papmako-
PE3UCTEHTHOI 3NMIEeNcUN B COYETaHWUK C renatomera-
nuei, U3SMeHeHUMU Ha rnasHom gHe. Koppekuus Hapy-
WweHu npu 6onesHn CaHaxoda npeacTaBnseT 6onbline
CNOXHOCTU W 3aK/IO4AETCS TONbKO B NPUMEHEHUMN CUM-
nTOMaTU4YecKomn Tepanum, NOCKONbKY NpU LaHHOM BUAeE
nunNuaosa OTCYTCTBYET 3TWOMATOreHeTUyeckoe neve-
Hue. [laHHblii BUJ, TMNUJ03a ABNAETCA HEKYPaOenbHbIM,
YTO onpefenseT KpaiHe He6NaronpusATHbIA NMPOTrHO3 Yy
nayueHTa.
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