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Pesiome

Konnyectso BpOXKAEHHbIX MOPOKOB Pa3BUTUA B NOC/ieAHee AECATUAETME 3aMETHO YBEIMYMNOCh. [OPOKM pa3BUTUA HEPBHOM CUCTEMBI
CYMMapHO 3aHMMAlOT TPEeTbe MeCTO B CTPYKType aHOManui pasBUTUA MOC/Ae BPOMKAEHHOW MaTONOMMKU CepaedYHO-CoCyancTon
MoYeBbIBOAALLEN cucTeM, npuyem okono 80% 3Tux 3aboneBaHMl npeacTaBneHbl ruapouedanveit pasnmyHoro reHesa [1]. Cpeaum
60/bLWOro KO/IMYeCcTBa BO3MOMHbIX aHOMAaAUA O4HUM M3 Hambonee TAXKENbIX MO CBOMM MOCNEACTBUAM CyMTaeTcs cuHapom [JeHaum
Yokepa.

Kniouesble cnosa: cuHapom JeHamn-YoKkepa, Fo0BHOM MO3r

[aHHbIl cMHApPOM 6bln BNepBble OnncaH amepuKaHCKUM Helpoxupyprom Yontepom AeHam B 1921 rogy v dpnom Yokepom B 1944 1.
Cpean X1BOPOXKAEHHbIX AeTel YyacToTa BcTpeyaemoctym ot 1:5000 go 1:25000, a cpegm geTeit ¢ BpoXKAEHHOU rmapouedanvenn Konebnetca
o1 3,5 no 12% [2].

CuHppom [OeHan-Yokepa (Dandy-Walker Syndrome) - 3To MOpoK pasBWUTUA TFONIOBHOrO MO3ra (MO3MKeUYKa WM OKPY)KaloWwmX ero
JIMKBOPHbBIX MPOCTPAHCTB), ANA KOTOPOro XapaKTepHa TpuMaga CUMMTOMOB: rMNOTpodUA YepBa MO3XEeUKa U/MAU MoNywapuii MO3KeuKa,
KUCTbl 3afHeN yepenHon AMKK, rmgpouedanva pasnnyHoi cteneHu. JaHHblit cuHapom no MKB X Koaupyetca B pybpuke aHOManui
pa3suTua nog wudpom Q 03.1, Kak aTpesuns oTeepcTnin MaxaHay 1 Jltowka [3, 4].

CornacHoO COBPEMEHHbIM MpPEeACTaBAEHNAM 3TMONOTMA cuHApoMa [leHAM-YoKepa 4pe3Bbl4allHO reTeporeHHa, Tak Kak B ero
BO3HWMKHOBEHUM MPUHMMAIOT y4acTMe pasHble GaKTopbl: HACNEACTBEHHbIE (XPOMOCOMHbIE W TEHHbIE) WM 3K3OreHHble TepaToreHbl;
npeanonaraeTcs, YTo onpeaesieHHY0 Po/ib UMPAOT U Takne GaKTopbl Kak BUpYcHaa MHdekuma (LLMB, KpacHyxa); npuém ankorons, avabet
6epemeHHo. B 1/3 — 1/2 cnyyaes cuHgpom JeHan-YoKkepa coveTaerca ¢ APYrMMM Pas/iMiHbIMU BPOXKAEHHbIMU CUHAPOMamMm (Taba. 1) [2].

B 70% cnyyaeB NOPOK coyeTaeTcd U C APYrMMUM aHOMaAMAMM FOIOBHOrO MO3ra — areHesneil mMo3onucrtoro Tena, sHuedanouene,
NONNMMKPOTUPUEN, arupueii, reTepoTonneil ceporo BELLECTBA, @ TaKKe C MOPaXKEHUAMM APYTUX OpPraHOB M cucTemM (NOAMAAKTUAMEN,
CUHAAKTUAMNEN, BPOXKAEHHBIMU NOPOKaMM cepaLia, MOJIMKMCTO30M MNoYek, paclliennmHamm Heba u ap.) [5].

Cpean OCHOBHbIX rMMNOTe3 BO3HUKHOBEHWA CMHAPOMA [leHan-YoKkepa MOXKHO BbiAENUTb cneaylolime:
® OCTaHOBKA 3MBPMOHANbHOrO Pas3BUTUA B NpoLecce GopMUPOBaHMA POMOOBUAHOIO MO3ra;
® aTpesunsA BbIXOAHOro oTBepcTna n3 IV xenygoyka npm oTCPO4EHHOM OTKPbITUM OTBEpPCTUA MaxaHau;
® BO3HMKHOBEHWeE COCYaMCTOro cnaeTeHus IV xenyLo4ka B cepeanHe TOHKOM Kpbim poMBOBUAHOIO MO3ra.

CrneunanncTbl NpeHaTanbHON GYHKLMOHANbHON AUArHOCTMKN BbIAENAIOT NOIHYIO U HEMOJIHYIO, @ TaKXKe 3aKPbITYO U OTKPbLITYI0 GOopMbI
cuHapoma deHam-Yokepa. MonHaa dopma xapaKTepusyeTcs areHesnein Yepsa MO3MKEUKa U HaZlMuMeM ABHON KOMMYHUKauun mexay [V
KENYAOUKOM U KuUCToW B 06nacTy 60/blLOi LMCTEPHbL. HenonHaa dopma - 3To YacTUUHaA areHesus HUMKHeW 4acTu YepBs MO3XKEYKa, B
CBA3M C YeM, KOMMYHUKauma IV Kenyaouka ¢ KUCTON 6ONbLIOW LMCTEPHBI NPOCAEXKMBAETCA HE HAa BCEM MPOTAXKEHUN YepBA. OTKpbITaA U
3aKpbITasd GOPMbl PA3NNYAIOTCA HAIMUMEM MAM OTCYTCTBMEM OKK/O3UWM OTBEPCTUI JItoWwKa M MaxkaHaM U coobLlieHneM Kenyaodka ¢
noZnayTMHHbIM NpocTpaHcTBoMm (puc. 1, 2) [6].

CuHpgpom [leHan-YoKepa XapaKTepu3yeTcA BbIPAaXKEHHbIM  KIMHUYECKUM MOoAMMOPPU3MOM: OT MPAKTUYECKM HOPMasAbHOro
MOCTHATa/IbHOIO PasBUTUA A0 TAXKENO0N MHBANMAHOCTU U Aaxe rnbenn pebeHka. MepuHaTanbHble UCXOAbl BO MHOTOM 3aBUCAT OT Fy6UHbI
nopaskernuna LUHC (nporpeccupytowas rmapouedanns), a TakKe OT Ha/MuMa coOYeTaHHOW natosnornu, Kotopaa B 60 - 75% cnydyaes
CONPOBOXAAET AaHHbIN CUHAPOM [2, 5].

MporHos Ana u3HW M 3800p0Bbs Npu cvHApome [deHaM — YoOKepa 3aBUCUT OT Ha/MUMA COYETAHHbIX aHOMAnWi pPasBUTUA,
XPOMOCOMHbIX aHOMANNIA U CPOKA ANArHOCTUKM. Mo AaHHbIM NUTepaTypbl, NOKA3aTeNn MOCTHaTa/IbHOW 3a60/1€BaeMOCTU U CMEPTHOCTH
BbllLE B TEX C/Iy4asX, KOr4a CMHAPOM AMArHOCTMPOBaAH B NPeHaTa/lbHOM Nepuose, a He NOCTHaTabHO [2].

Ta6baunua 1. CUHAPOMDI, C KOTOPbIMM codeTaeTca rugpouedanua fleHam-Yokepa

CuHApomel KnuHu4ecKkue npusHaku Smuonoausa
XpOMOCOMHbIe Aeneuuu, Aynankaumm, TpUcomum,
PasnnyHbie XpOMOCOMHbIE aHOMANNUK MopaeHne pasNNyHbIX OPraHOB U CUCTEM
Tpunaonaun
MyTauunm reHos POMT1 (nokanusauymm 9g34.1), POMT2
CuHapom Yokepa-Bapbypra NnccaHuedanua, peTHanbHas aucnnasus, yTan ( “ g )
(14g24.3), FKTN (9g31) u gp. Tun HacnefoBaHMA ayTOCOMHO-
(Walker-Warburg) aHomanua rnas, aHuedbanouene, MMonaTUu v gp.

peL.eccuBHbIN

3C cMHAPOM (KPaHMOMO3XKEeuKoBO-

. K 3aaep)Ka pocTta, NOPOKM ce a (centanbHble leH He ycTaHoOBANEH. TN Hacnef0BaHUA ayTOCOMHO-
cepaeyHan ancnnasus, Ritscher-Schinzel Aep P » 1o paua ( ¥ p‘, Y
nedekTbl), rMnepTenopusm u ap. peL.eccuBHbIN
CUHAPOM)
ApTepuanbHble aHOMAIMU, BKAKOYAA KOAPKTaL Mo
PHACE-cnHgpom aopTbl, AedeKTbl cepaua, rnas 3THonorma HemssecTHa

(MuKpoodTanbmms).
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NeyeHne paHHOro 3aboneBaHus cumnTomatTuyeckoe. MpuM HaAMUMKM MPU3HAKOB HapacTaloleid BHYTPUYEPEnHOW runepTeHsum
NPOBOAAT WYHTUPYloLWMe onepauun. Mcxos YacTto netanbHbli, B 90% cnyyaes 3To nepsble rofbl Xu3Hu [7].

OnucaHue KAMHUYECKOro cnyyas

Mopg, HabNloAeHNEeM HAXOAUNCA AOHOWEHHbIN HOBOPOXAEHHbIM Manbyuk /1., poamslimiica oT 3 bepemeHHOCTH, NpoTeKaBLuen Ha ¢poHe
nosaHen noctaHoBKM Ha y4éT (B 30 Hepenb). C 35 Heaenb rectayMm oTMeYanocb MHOTOBOAME W BMepBble NO AAHHbIM YAbTPa3BYKOBOroO
NccneaoBaHMA BbISBNIEHA aHOMANA Pas3BUTUA NN0Aa - Manbdopmauma JeHam-Yokepa.

KapTuHa npeHatanbHoro Y3M B 35 Hepenb rectaumm: ¢opma ronoBbl aHoMasnbHaa (KNybHMKoobpasHasn). KocTu npu HagasanBaHuuM
AaTunmkom He gedbopmupytotca. PaclumpeHve HGOKOBbLIX KeNyaouKos, nepeaHue pora Ao 10 mm cnpasa U cnesa. MonocTb nNpo3payHoi
neperopogkn o 9,9 mm. 3agHue pora — 11 mm, cnesa — 12 mm. OTmedeHo pacwmpeHue IVxkenyaodka go 12 mm. Umeetca runonnasma
YyepBa MO3KeYKa, pacmperune 60abLwoN umcTepHbl 40 12 mm.

PebeHOK OT TPETbUX CPOUYHbIX POAOB B FO/IOBHOM NpeasexkaHnn. OKONONA0AHbIE BOAbI CBETNO-KENTbIE B 06beme AByX IMTpoB. Macca
Tena pebéHka npu poxaeHumn coctasuna 2890 r, pocT - 49 cM., OKPYXKHOCTb ron10BbI - 35 cm., rpyam - 33 cm. OueHka no wkane Anrap 4 -7
6annos.

CocTosiHne pebéHKa nocne poXAeHUA TAXenoe, U3 poanabHoro 3ana noctynun 8 OPUTH, 3a cuéT apixatenbHoi HegocTaTodHocTy I
CTEMNEeHN N BbIPAXKEHHOM HEBPOIOrMYECKON CMMNTOMATUKM. C MOMEHTA MOCTYN/eHUA Haxogmuncs Ha MBJI, ¢ TPeTbUX CYTOK »KM3HM Bbln
nepesefeH Ha pecnupaTopHY NOAAEePKKY B pexkume CPAP, a ¢ 7 CyTOK »KM3HM Ha CNOHTaHHOe AbixaHue. OKcureHoTepanua NpoBoAnaach
Mo NoKasaHWAM. IHTepanbHOe NUTaHMEe HAYaTo C NepBbIX CYyTOK B TPOUUECKOM 06beMe C MOCaeayoWMM pacluiMpeHem, ycBanBean.

Hesposnoauvecku: nonoxeHme pebeéHka BbIHYXKAEHHOE Ha BOKY C 3aNPOKMHYTOW FONI0BOM, KPUK MOHOTOHHbIW, UMEITCA naaBatowme
OBVXKEHMA TNasHbIX A60K, CUMNTOM «3ax04ALLEro COMHLA», HEMOCTOAHHbIA FrOPU3OHTaNbHbIM HUCTarm. HenpasuabHaa dopma yepena,
yBE/MYEHHAsA B pa3mepax MO3roBas 4acCTb, HapacTaHMe OKPYKHOCTW ro/IoBbl B AMHAMUKe 3a 2 Hegenu coctasuno 2,5 cm. OTmeyanoch
pacxoxaeHue KocTei yepena, WBbl OTKPbITbl 40 0,5 cm, ¢ yBennMyeHnem pasmepoB 60NbLIOTO PogHMYKa 0 5 x 8 cm. 3payku cpeaHen
BE/IMYMHDI, GOTOpeaKLUma coxpaHeHa. CNoHTaHHaA ABUraTe/ibHas aKTUBHOCTb M MbILWEYHbIA TOHYC CHUMXKEHbl. [JUCTOHUA B KOHEYHOCTAX.
dusnonormyeckmne pepaekcbl yrHeTeHbl, CYXOXKMAbHbIE CHUMKEHbI, CUMMETPUYHbIE.

PucyHoK 1. KopoHapHoe ckaHupoBaHue 6auKe K 3aTbIIOYHbIM poram 60KOBbIX XKeNyA0UKOB; paBHOMEPHaA Aunartaumsa 60KOBbIX Ke/ya0UKOB C
o6eunx CTopoH; KUCToBUAHOe 06pa3oBaHuMe 3aHeN YepenHo AMKU

PucyHoK 2. KopoHapHOe CKaHpPOBaHUE Ha YPOBHE XKe/lyA04KOBbIX TPEYro/ibHUKOB; AunaTauus 60KOBbIX XKenyAouKos ¢ aepopmaumeil n
NOBbILWEHMEM IXOreHHOCTU COCYAMUCTBIX CM/ETEHMIA; areHe3us YepBs MO33KeuKa € runoniasueil nonywapuii
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PucyHoK 3. BHelwHuii Bug 60nbHoro

O6pawano Ha ceba BHUMaHWe Hannume ABYCTOPOHHEN KOCOIanocTu ¢ BapycHoi aedopmanmeit o6enx cTon, KUCTei n danaHr nanbLes,
rmnepTenopusma, Cea0BUAHON NEPEeHOCULLbI, HaBMcatoLWwero n6a 1 3aTbiIKa, LWMPOKOTo A3blKa, KOPOTKOM LWewn (puc. 3).

Ha 14 cyTKM XWU3HM, Nnocne cTabunmsaumm coctonaHua, pebEéHoK 6bin nepeBenéH Ha BTOPOM 3Tan NedYeHus, B OTAeNeHWe NaToaormm
HOBOPOAEHHbIX ANA AaNbHeWLWero HabAtoAeHUA U NeYeHuns.

KapTuHa HelipocoHorpadum B NepBble CYTKM XKW3HM: B 3a4HEN YepenHoh AMKe Mpu KOPOHAPHbIX WU CarMTTasibHOM CKaHMPOBaHWUAX
HabnlogaeTcA KpynHoe aHaXxoreHHoe («KucToBuaHoe») obpasoBaHMe, BKAlouYalowee paclwimpeHHble [l u IV kenypodek; noaywapus
MO3KEYKA PE3KO YMEHbLUEHbI, YepBb HE ONPeAeNAeTCA; MO3KEUYKOBbI HAMET CMELLEH BBEPX.

B anHamuke no gaHHbim HCI BbiABNEHA NEPUBEHTPUKYNAPHAA UWLEMUA, NOATBEPKAEH cMHAPOM [leHan-YoKepa, BEHTPUKYyIOMeranmsa
(KaK YacTb CMMNTOMOKOMN/IEKCA) M NOBbILWEHHAA PE3UCTEHTHOCTb COCY0B MO3ra.

Pe6EHOK 6bl1 OCMOTPEH HEBPONOrOM, OKY/IMCTOM, FTEHETUKOM, BbICTAaB/IEH AMarHo3: BpoxKaeHHbI nopok passutua LLHC - cuHgpom
OeHan Yokepa. MMnoKcuyeckm-nwemmyeckoe nopaxkenme LIHC. Mocne ocmoTpa Helpoxupypra BbicTaBneH avarHos: BMP LHC cuHgpom
OeHaun-Yokepa, mapouedanbHbiit CMHAPOM.

Ha MmOMeHT ocMOoTpa B HEMPOXMPYPTMYECKOM NEYEHUN He HYKAANCA, ObliM AaHbl PEKOMEHAAUMN NO YX04Y U NeYeHuIo.

Mo pesynbtatam [OIXO-KI BbifiBNEeH BPOMAEHHbIM MOPOK cepAua: KOMOWUHMPOBAHHBLIN CTEHO3 NEerovyHoi apTepum (KnanaHHo-
nogknanaHHsii), AMMM co cbpocom cnesa Hanpaso. OTKPbITOE 0Ba/sibHOE OKHO AvameTpom 2,0 mm.

PebeHOK 6bl1 KOHCYNbTMPOBAH KapANOIOrOM M KapAMOXMPYProm, AaHbl PEKOMEHAALMM.

Mo AaHHbIM Y3U 6pIoLLHONM NOMIOCTU U NOYEK NAaTONOMMU HE BbISBIEHO.

Mocne ocmoTpa Bpava-opTonesa bbiaia NOATBEPKAEHA BPOXKAEHHANA ABYCTOPOHHAA KOCONAMNOCTb.

B cBA3N co cTabunusaumelt coctosaHusa pebEHKa, nocne npoBeféHHOro 06cnefOBaHMA W NIEYEHUA, @ TaKXKe OTKasa matepu oT
POAUTENBCKUX MPaB, MaibuyMK Ha 57 CYyTKM KU3HU Bbin NnepeBeéH B AoM pebéHKa ropoaa Mapkca.

3aKknoueHue

B 3ak/loueHue cnefyeT ckasaTb O TOM, YTO NpoBeAEHHOe HacToslee HabaaeHne nNpeacTaBnseT 60AbWON MHTEPEC C KAMHUYECKOM
TOYKM 3pEHUA, MOCKOJIbKY BCTPEYAETCA HU TaK YacTo B MOBCEAHEBHOM NPaKTMKe Bpaya.

PaHHAS AMArHOCTMKA C/IOXHbIX FeHETUYECKUX CUHAPOMOB, K KOMM OTHOCMTCA M OMUCbIBaEMOE K/AWHMYEecKoe HabnlaeHue,
NpeacTaBAAeT onpefenieHHble CA0MKHOCTU. o MoeMy MHeHWto, B NoAobHbIX CUTyaumax onpasAaHa MoOCTaHOBKA CUHAPOMANbHOMO
OMarHosa C yTOYHEeHMEM aHOMa/IMI Pa3BMTMA Ha OCHOBAHMM aHA/M3a COBOKYMHOCTU KAMHUYECKMX OaHHbIX, AOMONHUTE/IbHbIX METOA0B
obcnepoBaHMA. TOYHbIA  HO30M0TMYECKUA OMAarHO3 BakeH He TO/IbKO A/ TeHEeTMYEeCKoro aHanusa, MeAMKO-TeHeTUYeCKOoro
KOHCYNbTUPOBAHUA, HO U, MPEXAe BCEro, ANa NPoPUaKTUKKN U NeveHuns. bes L0CTOBEPHOrO KIMHMYECKOro AMarH03a HEBO3MOXKEH aHanu3
$aKTOpPOB M UX TEOPETUYECKOE OCMbICTIEHME.
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